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UM UNRNURNANANNNNNY  /1mcBies ANNNNANANNNNN
JInkbes

(O Yenosek

& 12 cuctem opraHoB 1 TKaHeMu

Yenoseyeckoe TeNo COCTOMT 13 12 CMCTEM OPraHOB U TKAHEH, KOTOpble BMecTe obecneynsaioT
HopManbHoe QYHKLMOHMPOBAHME BCErO OpraHM3Ma.

OpraH
20 BHYTPEHHNX OpraHoB

Y yenoBeka HacuuTbiBaeTcs 0kono 20 BHYTpeHHMX opraHoB. Kaxapbii n3 opraHoB BbIMOHSAET
onpefeneHHyo YHUKanbHyto GyHKumo. OpraHbl MOryT UMETb NONOCTb (KaK XenyaokK) Uiu perynspHo
CoKpawaTbes (Kak cepaue).

TKaHb
4 TMna TKaHen n bonee COTHM Pa3HOBMAHOCTEN

OpraHbl cocTosT U3 TKaHel. Bce TkaHM YenoBeka penarcst Ha 4 Tuna. OnpeneneHHoe coYeTaHUe 3TUX
TKaHeN faeT BO3MOXHOCTb OpraHaM Hallero Tena BbINOAHATb HeobXxoauMble QYHKLMK.

Knetka
N okono 100 TpAH KneToK

Bce TkaHKW YenoBe4eckoro Tena CocToaT U3 KNETOK. KNeTkn MoryT CUAbHO OTAMYaTbCa ApYr OT Apyra.
Hanpumep, HepBHble KNeTKM CNOCOOHbI NepeaaBath /1EKTPUYECKMUIA UMNYIIBC, @ KNTETKU KOXM UMEHT
BbICOKY0 YCTOMYMBOCTb K BHELIHMM BO34eMCTBUSIM. Bce pa3sHoobpasne B CTPOEHMM M DYHKLMSAX KINETOK
onpegpengetca monekynon [JHK. Bcero B Tene 340poBoOro YenoBeka HacumtbiBaeTcs okono 100
TPUNNIMOHOB K/IETOK.

Q) 7aro
obveM gapa coctasnsiet 10% ot obbema knetku

MoyTn y KaXXO0oM KNEeTKM eCTb KLEHTP yrpaBaeHus» — a4po. B aape Haxoautcsa Ta camast Monekyna OHK,
KOTOpas OTBeYaEeT 3a BCe MPOMCXOadLLee B HaLLEM Tene.

% XpomMocoMma
46 XpOMOCOM MOYTU B KAXKAO0M KNeTke

Monekynbl IHK ynakoBaHbl B 14pax KNeTok B BUAE XpOMOCOM. B HOpMe y yenoBeka B KaxaoMm sape
COLEPXKMUTCS 23 napbl XpOMOCOM, BKIKOYAA OAHY Napy NosioBbix XpoMocoM (X 1 Y). KombuHaumsa XX
onpepensieT XeHckuin non, a XY — My>CcKoMn.
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2% OHK
HUTb IHK nmMeeT oanHy okono 2 MeTpoB

OHK — 6onbwas Monekyna, obecrneymBatollas XpaHeEHWE M Nepeaady U3 NOKOJEHNS B MOKONEHME
HacnencTBeHHOM MHdopMauun. Bea nudpopmaums, copepxatuasca B HK, «3anncaHay» yeTblpbMs
XUMUYECKMMU coeanHeHnssMK, obo3HavaeMbiMmn Byksamu A, T, I u L. JHK yenoseka copepxut B cebe
0KOM0 3,2 MUNNMAPAOB «BYKB». OTO KAK TbICS4a KHUT pa3MepoM C «BolHy u mup».

%? [eH
oonee 20 TbicAY reHoB

leH — 370 yyacTok Monekynbl JHK, KOTOpbI COAEPXUT MHCTPYKUUKU AN PYHKLMOHUPOBAHUS KNETOK U
BCero opraHusma. Bcero B reHome yenoseka 6onee 20 TbiCSY reHoOB.

BapuaHT reHa
n3BeCcTHO 6onee 30 MIH reHeTUYeCKnX BapunaHTOB

HecMOTps Ha TO, YTO OZHU U Te XKe reHbl eCTb Y KaXKA0ro YesioBeKa, OHM Y BCEX HEMHOMO OT/IMYAOTCS.
Takue oTAnuMs Ha3bIBAKOTCS BApUMAHTAMU reHa. bbiBaeT Tak, YTO B OAHOM M TOM e MecTe reHa y 04HOro
yenoseka cTout 6ykea T, a y apyroro — L. 370 noxoxe Ha 3ameHy BykBbl B C/I0Be, HanpuMmep, C10Ba
"MaMa" 1 "paMa” 0TAMYAKOTCS MO CMbICAY, XOTS MPOM30LLIAa 3aMeHa BCEro 0AHOM OyKBbI. Takux
BAapUAHTOB reHOB HA CEroAHSLWHNUIA AeHb M3BECTHO 0K0M0 30 MunanoHoB. Cpean HUX MOXKHO BblAENUTb
HEeCKOJIbKO TbiCSY Hanbonee n3y4yeHHbIX BapnaHToB. MIMEHHO UX Mbl nccnenoBanu B Bawen JHK.
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UTO Takoe puUCKM pacnpOCTPaAHEHHbIX
3a00n1eBaHnin?

Korzoa peyb naer o pacnpocTpaHeHHbIX 3a601eBaHNUSX, FOBOPST O PUCKE pa3BUTUS TOM
nnu nHon 6onesnu. K npumepy, cpeaHuii puck 3abonetb aptTepuanbHOM runepTeH3mnen
coctasnseT 40% nng Bcex nwoaen. MHaMBuayanbHbii e puck 3abonetb HEMHOrO
OT/INYAETCSA OT CpefHero no NonynsiuMm U3-3a YHUKanbHOro Habopa nameHenui B [JHK
Y Kakgoro 13 Hac.

BapuaHTbl reHoB, CBSI3aHHbIE C PUCKOM pa3BUTMS 3a00NEBAHUS TaK M HA3bIBAKOTCS —
reHeTMyeckme @akTopbl pucka. KpoMe HMX Ang pacnpocTpaHeHHbIX 3aboneBaHmim
[ENCTBYIOT eLle M BHeWwHNe GaKTopbl, K KOTOPbIM OTHOCUTCS 006pa3 KM3HU M 3KOJIOrMS.
[Mo3TOMy pacnpocTpaHeHHble 3a601eBaHNUS eLLe HAa3blBAaT MHOrOMaKTOPHbIMU UK
KOMMAEKCHbIMMW.

[loueMy BaXKHO 3HaTb O pUCKAX?

Bbicokuit puck 3aboneBaHms He 3HAUUT, YTO OHO 0653aTeNIbHO NPOSBUTCS B Byayluem,
TOYHO TAKXE HU3KUIM PUCK HE FapaHTUPYET, YTO 60Ie3Hb HUKOTAA HE BO3HUKHET.
NMHbopMaums o reHeTUYeCKMX puckax bonesHen MOXeT CYXKUTb MOBOAOM ANs
n3MeHeHus 06pasza XU3HW 419 yNpaBAeHUs puckamu. leHeTM4eckuin TecT no3sonseT
pacCTaBUTb aKLLEHTbl — Ha YTO CegyeT 06paTnTb CBOE BHUMAHWE U BHUMAHMKE
nevaiiero spaya.
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UTo Takoe CTaTyC HOCMTENbCTBA HACNEACTBEHHbIX
3a00n1eBaHnin?

N3BeCTHO, UTO KaXAabIM 5-6 pebeHOoK poXxaaeTcs C HacneaCTBEHHbIM 3aboneBaHneM
MAU NOPOKOM Pa3BUTUS, KOTOPbIE MOTYT YrPOXaTb €ro XXM3HWU, BANATb HA 340POBbLE U
KauyeCTBO XM3HM.

Yto penatb, 4TOOBLI pOAUNCS 300pOBbIA peOEHOK?

Korpa n3BecteH cTtaTyC HOCUMTENbCTBA POAMUTENEN — MOXKHO OCO3HAHHO NOAXOAMTb K
nAaHMpoBaHMIo ceMbn. CeroaHs AOCTYMNEH LWMPOKUIA CNEKTP METOA0B, 06beAUHEHHbIX
TEPMUHOM «BCMOMOraTe/lbHble PENPOAYKTUBHbIE TEXHOIOMMU», KOTOPbIE NMO3BONSAIOT
3a4aTb 340POBOro pebeHka Aaxe B TOM C/lyyae, Koraa ob6a poamutens aBasoTCs
HOCUTENAMM HACNEeACTBEHHOrO 3aboneBaHus.






Kpatkui otyet

KoXa, BONOCbl U HOITU

Koxa — caMbii 60/1bLLOKM NO NAOLWAAM OpraH, KOTOPbIM NoKpbiBaeT BCE Teno. OHa
3aWMILAeT OT BHELHMX BO3AEUCTBUIM U MHPEKLMI, YHACTBYET B AbIXaHUMU,
TepMoperynauun u obMeHHbIX Npoueccax, nepefaeT B MO3T TaKTUbHYH MHbOPpMaLMIO.
Koxa 1 eé npon3BoaHbIe, BONOChI M HOITK, OTPAXatOT 06LLee COCTOSAHUE 340pOBbS.
YpoBeHb Kanbums, BuTamuHa D U xenesa BNMSeT Ha NOMKOCTb BOJIOC U HOTTEHN,
HekoTopble 3aboneBaHns MOryT NPOSIBASTLCS B BUAE CbIMKU, CYXOCTH, NATEH UK 93B Ha
KoXe.

Bawwu pe3ynbTaThl:

Mo pe3ynbTaTaM reHeTMYeCcKoro TecTa y BaC 06HapyXeHbl NMOBbILWEHHbIE PUCKM
CNefyoWwmX pacnpoCcTpaHEHHbIX 3ab601eBaHMt:

Puck passutus ncopmnasa

Puck pa3BUTUA MENAHOMbI

Y Bac He BbISIBNEHO HacneaCcTBEHHbIX 3a60/1eBaHUI KOXM, BONIOC M HOITEMN.



Kpatkui otyet

OnopHo-aBuratesibHas cMcTema

MexaHuKa ABMXEHMI YeloBEKA BO3MOXHA 6naroaaps KOCTHO-MbILWEYHOM CUCTEME.
CkeneT nopaep>XXmMBaeT OPraHmn3M U 3alMLLLAET BHYTPEHHME OpraHbl. MblLLbl OTBEYAOT
33 CNOCOBHOCTb ABMIaTbCa U AblwaTb. 3ab0neBaHNS ONOPHO-ABUrATENIbHOMO annapara
CHMXKAIOT MOABUXKHOCTb M KaYECTBO KMU3HM.

Bawwu pe3ynbtaThl:

Mo pe3ynbTaTaM reHeTUYEeCKoro Tecta y BaC 06HapyXKeHbl NOBbLILLEHHbIE PUCKM
Cneayrowmnx pacnpocTpaHeHHbIX 3aboneBaHui:

Puck pa3sutus KOHTpakTypsbl JontouTpeHa

Y Bac He BbISIBNEHO HACNEACTBEHHbIX 3a601€BAHUM OI'IOpHO-,EI.BVIFElTE)'IbHOﬁ CUCTEMDI.
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Kpatkui otyet

HepBHasa cuctema

HepBHas cncteMa oTBevaeT 3a COrnacoBaHHYH AedTe/IbHOCTb BHYTPEHHMX OpraHoB U
roJIOBHOro Mo3ra 1 obecneymBaeT CBA3b OPraHM3Ma C OKpYXKatloLLen Cpeaon.
Bnaropaps HepBHOM CMCTEME Mbl pearMpyeM Ha pasgpaxkmMtenu, pacno3Haem Tenno
nnm 60Nb, NEPEXMBAEM IMOLMMU U aHANU3MPYEM CBOM YyBCTBA. 3ab0neBaHMs HEPBHOM
CUCTEMbl OTPAXKAKTCA HA COCTOSIHUM BCErO OpraHu3ma.

Bawmn pe3ynbTathi:

Mo pe3ynbTaTaM reHeTMYEeCKOro TecTa y BaC 06HapyXeHbl NMOBbILWEHHbIE PUCKM
CNeayLmMX pacnpoCcTpaHEHHbIX 3a601eBaHuMIA:

Puck pa3BnUTUA aHEBPU3Mbl COCYAO0B roJIOBHOIro Mo3ra

Puck pa3BuUTHnA anNUIENCUn

Y Bac He BbISIBNEHO HACNEeACTBEHHbIX 3a00/1€BaHWUI HEPBHOM CUCTEMBI.
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Kpatkui otyet

CepoevyHo-cocyancTas cMcTema

CepaeyHo-cocyamcTas cuctemMa obecneunBaeT LMPKYNaLUMIO KpoBu. bnarogaps atomy k
TKaHAM M OpraHaMm MnocTynarT NuUTaTeNbHble BELWECTBA U KMCIOPO, a MPOAYKThI
KM3HEOEesATeNIbHOCTH, TaKME KaK YrNEKUCbIN ras, BbIBOASTCSA M3 opraHu3ma. JInHas
XMOKOCTb OT/IMBAET OT OPraHOB M TKaHEel No cocyaam nuMdaTnyeckoi cuctemsl. OT
CNaXxeHHol paboTbl cepaua U COCYA0B 3aBUCUT GYHKLMOHMPOBAHME BCEFO OpraHun3ma,
MO3TOMY HEeJb39 paccMaTpuBaTh 3a60NEBaHMS COCYI0B OTAENbHO OT 3a60neBaHMi
cepaua.

Bawwu pe3ynbTaThl:

Mo pe3ynbTaTaM reHeTMYeCcKoro TecTa y BaC 06HapyXeHbl NMOBbILWEHHbIE PUCKM
CNefyroWwmX pacnpoCcTpaHEHHbIX 3ab0neBaHut:

PUCK pa3BUTUS apTeEpUaNbHON rMNepTeH3UM

Puck pazsutust Tpombo3a rnybokmMx BeH M TpoM603MB0IMM NEFOYHON apTepun

Y Bac He BbISIBNEHO HacneaCcTBEHHbIX 3a601eBaHUM Cepﬂ,eHHO-Cocyﬂ,MCTOVI CUCTEMBI.
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Kpatkui otyet

OpraHbl 4yBCTB

C noMoLLbI0 OPraHoOB YyBCTB — /133, HOCA, YLLEN, A3blKa U KOXMU — LeHTpanbHas
HepBHas cMcTema nosiyyaet MHGOpMaUmio 06 OKpyXKatoLEM MUPE U OTNpaBnseT
CUTrHanNbl APYrMM OpraHaM u cuctemam. HapyleHme paboTbl OpraHoB YyBCTB MOXKET
MPUBECTM K HEMPABU/IbHLIM peakLMsiM OpraHM3Ma Ha BHELUHWE pa3apaxuTenu.

Bawwu pe3ynbtaThl:

Mo pe3ynbTaTaM reHeTUYEeCKoro Tecta y BaC 06HapyXKeHbl NOBbLILLEHHbIE PUCKM
Cnenyrowmnx pacnpocTpaHeHHbIX 3aboneBaHui:

Puck pa3Butus BO3pacTHOM MaKyNSpHOWM aereHepaumm

PUCK pa3BUTUS 3aKPbITOYrOIbHOM MayKoMbl

Y Bac He BbISIBNEHO HACNEACTBEHHbIX 3a601€BAHNUM OpraHoB 4YYyBCTB.
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Kpatkui otyet

JHAOKPUHHAA CUCTEMA U
MeTabon3M

JHAOKPUHHAA CUCTEMA perynupyeTt paboTy BCeX BHYTPEHHUX OPraHoB: CUHTE3UpPYET
FrOPMOHbI, KOTOpble 3aTeM NOMAAAT B KPOBb, NEPEHOCSAT CUIHANbI U OTAAKOT KOMAHAbI
APYrMM OpraHaMm. 3T0 MOXeT ObITb COKpaLLLEHME COCYA0B UM YCKOPEHUE
cepauebueHni. Jlrobor c6or B paboTe 3HAOKPUHHOM CUCTEMbI OTPAXKAETCS Ha 0OLLEM
COCTOSIHMM 300pOBbs Yenoseka. O6MeH BewwecTB — COBOKYMHOCTb MPOLLECCOB
pa3spyweHna 1 co3naHns anemeHToB. K MeTabonnamy oTHOCAT BCaCbiBaHMeE, TPAHCNOPT
1 BbiBeAeHUWe BellecTB. 3ab0n1eBaHus, CBS3aHHbIe C HapyweHMeM MeTabonusma,
3aTparnBatoT OAMH UM HECKOJIbKO NepeyncieHHbIX NpoLeccos.

Bawmn pe3ynbTathl:

Mo pe3ynbTaTaM reHeTMYEeCKOoro TecTa y BaC 06HapyXeHbl NMOBbILWEHHbIE PUCKM
CNeayrLlwmux pacnpoCcTpaHEHHbIX 3a001EBaHMIA:

Puck pa3BuUTnUA aH,EI,DOFEHHOﬁ aaoneuun

Puck pa3sutus caxapHoro gmabeta 1 tuna

Y Bac He BbISIBNEHO HACNEACTBEHHbIX 3a001€BAHUIN SHAOKPUHHOM CUCTEMBI U
MeTabonmsma.
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Kpatkui otyet

[IMweBapuTenbHaga cmcrtema

HopManbHasa paboTa opraHM3Ma HanpaMyo 3aBUCUT OT PEryNSIpHOro NOCTYNJIEHMUS
nuTaTenbHbix BewecTB. OpraHbl U XXenesbl NULWEBAPUTENbHOM CUCTEMbI OTBEYAHOT 33
nepeBapuBaHME NULLM, BCACbIBAHUE MOME3HbIX BELLECTB U BbIBEAEHME HEHYXHbIX
npoaykToB. HapyweHune paboTbl Nt060ro opraHa oTpasuTcs Ha QYHKLMOHUPOBAHUM
BCEN CUCTEMBI.

Bawmn pe3ynbTathi:

Mo pe3ynbTaTaM reHeTMYEeCKOro TecTa y BaC 06HapyXeHbl NMOBbILWEHHbIE PUCKM
CNeayLmMX pacnpoCcTpaHEHHbIX 3a601eBaHuMIA:

Puck pa3sutus xxenyHo-kaMeHHon 6onesHu

Puck pa3BnUTUA NEPBUYHOIO 6mnmapHoro XOJ1aHTNTa

Y Bac He BbISIBIEHO HAC/NEACTBEHHbIX 3a00/1€BaHUI NULLLEBAPUTENBHOW CUCTEMBI.
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Kpatkui otyet

KpoBeTBOpHasa cucteMa

OpraHbl KPOBETBOPHOM CUCTEMbI OTBEYAIOT 338 MOCTOSHHbINA COCTaB KpoBU. KOCTHbIN
MO3T, IMMdATUYECKME Y3/bl U CENE3EHKA CUHTE3UPYIOT HOBbIE KPOBSIHbIE KNETKM U
obecneuynBaoT HoOpMasbHOE KONMYECTBO IPUTPOLMTOB, 1EMKOLIUTOB M TPOMOOLMUTOB.
HapylueHuns paboTbl KpOBETBOPHOM CUCTEMbI NMPUBOAAT K 3a00/1€BaHUAM KPOBM,
KOTOpbIE B/IMSIIOT HA BECb OPraHU3M.

Bawmn pe3ynbTathi:

Mo pe3ynbTaTaM reHeTMYEeCKOro TecTa y BaC 06HapyXeHbl NMOBbILWEHHbIE PUCKM
CNeayLmMX pacnpoCcTpaHEHHbIX 3a601eBaHuIA:

Puck passutus cuipgpoma LerpeHa

Y Bac He BbISIBNEHO HACNEACTBEHHbIX 3a001€BaHUI KPOBETBOPHOM CUCTEMBI.
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Kpatkui otyet

IbixaTenbHag cuMcrtema

IlbixaTenbHasa cucTeMa No3BONSET AblllaTh: 06ecneynBaeT ra3o0bMeH Mexay
BObIXaeEMbIM aTMOChEPHbIM BO34YXOM M KPOBbIO, KOTOPasi LMPKYIUPYET N0 ManioMy

Kpyry kpoBoobpauieHus. 3aboneBaHns OpraHoB AblXaTeNbHOM CUCTEMbI CEPbE3HO
CHWXKAKOT KQYeCTBO XM3HMU.

Bawwu pe3ynbtaThl:

Mo pe3ynbTaTaM reHeTUYEeCKoro Tecta y BaC 06HapyXKeHbl NOBbLILLEHHbIE PUCKM
Cneayrowmnx pacnpocTpaHeHHbIX 3aboneBaHui:

PuUcK pa3BuTnsa XpoHNYeCKon 06CTPYKTUBHOM HOTE3HN NErknx

Y Bac He BbISIBNEHO HACNEACTBEHHbIX 3a00N1€BAHUIN AbIXAaTENIbHON CUCTEMBI.
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Kakag posb oTBefeHa reHeTuke

B BalLeM-300pOBbe?

NHudpopmauns B Bawen JHK Hanpsamyto cBsa3aHa co 340poBbeM. MIMEHHO M3MeHeHUs B
NHK onpepensoT 6yaete n Bbl HOCUTENEM HACIEACTBEHHOrO 3a601€BaHNS C pUCKOM
nepenayn ero NOTOMCTBY M ByAeT M y BacC reHeTuyeckoe 3abonesaHne, 0 KOTOPOM Bbl
ewe noka He ycnenu ysHatb. M3ameHenunda B AHK Ttakxe onpepensiot
NpeapacrnonoXeHHOCTU K Pa3IMiyHbIM MHOFOMaKTOPHbIM BONE3HAM.

Peanusaumsa reHeTU4eCKOM MHDOpPMaLMK CBA3aHa C AENCTBMEM TaKMX (AaKTOPOB, Kak
Haw 06pa3s XM3HW, NPUBbLIYKM MUTAHUS, YPOBEHb (PU3NUYECKON aKTUBHOCTMH,
3KOJIOrnyeckas cuTyaums. BoICOKMMM pUCKaMn MHOTMX 3a601€BaHMI MOXKHO

3O hEKTUBHO YyNpaBnsTb, MeHs 06pa3 Xn3HW. B 3ToOM oTyeTe Mbl MaKCMMaNbHO
MOHATHO U3NTOXWU/IM PEKOMEHAALMM BEAYLLMX MUPOBbIX PYKOBOACTB NO YNPaBNEHUIO
PpUCKAMM TeX MHOTOQAKTOPHbIX 3a601eBaHUM, A1 KOTOPbIX TAaKMe peKOMeHOaLnu
OblIM COCTABNEHDI.
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MHorogaktopHble
3aboneBaHus

Ha pa3BuTune pacnpocTpaHeHHbix 3a601eBaHUM BAUSET HE TONbKO reHeTuKa, HO apyrue
dhakTopbl, He CBA3aHHble C Hel. [To3ToMy 3Tn 3ab6oneBaHUs NOAYYNIM HA3BAHME
&MHOTrOQaKTOpPHbIEY.,

B oTnnume ot HacneacTBeHHbIX 3a6oneBaHMiM, MHOrOMaKTOPHbIE, Kak NpaBuio,
pa3BMBAOTCA B pe3y/bTaTe AENCTBUS BHEWHMUX HAKTOPOB, Cpean KOTOPbIX BAXKHYHO
ponb urpaet 06pas xusHu. lNpuyeM BamsHue BHeLWHMX GAKTOPOB MOXET ObITb
HACTONbKO BbIPAXeEHO, YTO 3aboneBaHne pa3BmBaeTcs 6e3 Kakon-nmbo reHeTuYeCcKom
npeapacnonoXeHHOCTM.

Puck pa3Butus Takmx 3a6oneBaHni HEO6XOAMMO PacCUMTbIBATL C YyYETOM
FeHETUYECKMUX U BHELHMX (PAKTOPOB.
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PUCKM BCex nccnenoBaHHbIX 3ab0neBaHnM

HazsaHue Baw puck  CpegHwuii puck  OTHOCUTENbHbIV CpaBHeHue co
pUcK cpefHuUM
ApTepuanbHasg runepTeH3uns 74.54% 30% +44.54%
MNcopwmas 17.16% 1.82% +15.34%
KoHTpakTypa [JiontouTtpeHa 28.81% 15.9% +12.91%
AHOporeHHas anoneums 53.62% 449% +8.72%
XpoHuyeckas 06CTpyKTMBHAA 19.7% 13.7% +6%
6onesHb nerknx
Bo3pacTHas MakyngapHas 3.17% 1.03% +2.14%
nereHepauus
JKenyHokaMeHHas 6onesHb 7.62% 6.7% +0.92%
MenaHoMa 3.8% 3% +0.8%
AHeBpM3Ma COCYA0B rONOBHOIO 2.1% 1.57% +0.53%
MOo3ra
Cunppom LerpeHa 1.55% 1.28% +0.28%
3aKpbITOYronbHas rnaykoma 0.56% 0.4% +0.16%
dnunencus 0.63% 0.51% +0.12%
Tpomb03 rnybokmx BeH U 0.18% 0.1% +0.072%
TpoMb603MBOIMA NEFOYHOM apTepUM
CaxapHbit gnabet 1 Tvna 0.45% 0.4% +0.049%
MepBUYHbIV BMAMAPHBIA XONAHTUT 0.015% 0.012% +<0.01%
HazBaHue Baw puck  CpenoHwuii puck  OTHOCMTENbHbIV CpaBHeHMe co
pUCK CpefHUM
OcTeoaptpos 6.83% 6.5% +0.33%
JCCeHUManbHbIM TpeMop 0.72% 0.4% +0.32%
OcTeonopos 4.4% 4.3% +0.097%
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HazBaHue Baw puck

OuaroBoe obnbiceHne 1.51%
M'mMnotnpeos 0.97%
bonesHb nepudepunyeckmx aptepui 1.61%
Tupeongut XawmnmoTo 0.57%
CucTeMHag KpacHas BONYaHKa 0.065%
bonesHb KpoHa 0.13%
KonopekTanbHblit pak 0.17%
[epBUYHbIV CKNEpO3npYOLLUI 0.023%
XONaHTUT

bonesHb bexyeta 0.0034%
CuHppoM cnabocTu CMHYCOBOrO 0.026%
y3na

KepaTtokoHyc 0.052%
PeemaTonaHbI apTpuT 0.35%
Butunuro 1.87%
bonesHb AnburerimMepa 4.77%
Otocknepos 2%
AHeBpu3Ma 6pHOLWHOro oTAena 3.34%
aopTbl

Pozauea 3.18%
ba3anbHOKNETOUHbIN paK KOXM 29.65%
HazBaHue Baw puck
MeHuHrnoma 0.0036%
Pak wuToBUAHOM XKenesbl 0.022%
CucteMHag cknepogepmums 0.0036%
Capkonpo3s 0.15%

(I Ly R R R Y R LI I RNy R I R L R ST ]
LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

CpenHuii puck

1.41%
0.9%
1.56%
0.53%
0.045%
0.11%
0.17%

0.024%

0.0052%

0.03%

0.086%
0.46%
2%
4.9%
2.5%

3.9%

6%

36%

CpenHuii puck

0.005%
0.033%
0.025%

0.18%
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OTHOCUTENbHbIN

pUCK

0.96x

0.66x

0.86x

0.6x
0.76x
0.94x
0.97x
0.8x

0.86x

0.53x

0.82x

OTHOCUTENbHbIN
pucK

0.73x
0.66x
0.14x

0.84x

MHorodakTopHble 3aboneBaHus

CpaBHeHMe co
CpefHUM

+0.096%
+0.073%
+0.048%
+0.037%

+0.02%
+0.015%
+< 0.01%

>-0.01%

>-0.01%

>-0.01%

-0.034%
-0.11%
-0.13%
-0.13%

-0.5%

-0.56%

-2.82%

-6.35%

CpaBHeHMe co
CpefHUM

>-0.01%
-0.011%
-0.021%

-0.028%
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(LLA LT L Ll ]l



0000000000000000000000000000000000000000000000000000000000000000000000000000000000 Jesss0000000
$000006000060000000000000000000000000000000000000060000600000000000000000000000000s VIHOTODAKTOPHBIE 3360NIEBAHNS  |pese0000000

HazBaHue Baw puck  CpenoHwuii puck  OTHOCMTENbHbIM CpaBHeHMe co
pUck CpefHUM
S13BEHHbIN KOUT 0.11% 0.17% 0.64x -0.062%
Pak npeacratenbHoM xenesbl 0.36% 0.44% 0.8x -0.087%
O6bikHOBEHHbIe yrpu (Takenas 0.73% 1% 0.73x -0.27%
dopma)
bonesHb NapknHcoHa 1.2% 1.54% 0.78x -0.34%
OTKpbITOYrosbHag rnaykoMa 1.39% 1.97% 0.7x -0.58%
Muwesop bappetTta 0.31% 0.9% 0.35x -0.59%
bpoHxunanbHag actma 4.5% 5.1% 0.88x -0.6%
dunbpunnaums npepcepann 2.46% 3.4% 0.72x -0.94%
Moparpa 2.64% 3.97% 0.67x -1.33%
CaxapHbit gnabet 2 TMna 4.66% 6.25% 0.75x -1.59%
MouekameHHas 60ne3Hb 3.66% 5.5% 0.67x -1.84%
Nwemunyeckas 6onesHb cepaua 4.23% 6.5% 0.65x -2.27%
Bapuko3Hoe paclwmpeHue BeH 23.07% 27.8% 0.83x -4.73%
MurpeHb 0.62% 7.6% 0.081x -6.98%
Oxupenue 30.77% 37.9% 0.81x -7.13%
ATonuuyeckui pepmaTut 1.83% 10.6% 0.17x -8.77%
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ApTepuanbHag runepTeH3uns

CpegHui puck 30%

Baw puck 74.54%

ApTepuanbHas rmnepTeH3ns pacnpocTpaHeHa cpeam naen crape 65 net u
oxBaTbiBaeT 40-50 % HaceneHuns. MyxxunHbl 6onee npeapacnonoXeHsbl K
apTepuanbHoi runepteHsnn. CpegHUM puck pasButust 3ab6oneBaHmsa ans My>KCKOro
nona coctasnset 30%, a anga xeHwmH — 28,1%.

3aboneBaHMe BO3HMKAET M3-33 YACTOrO HaMPSXKEHUS], CMNA3MOB U CYXXEHUS COCYA0B, B
pe3ynibTaTe KOTOPbIX ABUXEHWE KPOBM 3aMeaJIIeTCs], a CepALE BbIHYXXAEHO NOBbIWATb
naBneHue, 4Tobbl 06ecneynTb HOPManbHbIM KPOBOTOK. [lepBbIMM CUMATOMAMM
CTAHOBATCA roNOBHble 60N, HAPYLLUEHMS CHA, NMOBbILEHHASA Pa3ApPaAXKUTENbHOCTb,
HEeMpPUSATHbIE OLLYLLEHMS B 06NACTM rPpyaM U yyalleHHoe cepauebuenne. OHu mMoryT
CONPOBOXAATbCS FO/IOBOKPYXKEHMEM, LYMOM B YLIaX, TOWHOTOM 1 PBOTOM.

Mo Mepe nporpeccnpoBaHns 6one3HU NOSBASETCS OAbILKA, MUHOFAA — NMPUCTYNbI
yaywbs. [Ing neyeHns cHavyana peKkoMeHAYT HEMeANKAMEHTO3HYHO TepPanuIo, U ec/in
OHa He NOMOoraeT, Ha3HAYaloT NeKAPCTBEHHbIE Npenaparbl.

[eHeTHnyeckne @akTopbl pUCKa apTepmUanbHOM

TMMNepTeH3Inmn

BapwuaHTbl, noBblWwatoLwme puck BapwuaHTbl, CHUXatoWue prcK
leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoTMN Bknap,
CNNM2 rs11191548 T/T NOS3 rs3918226 C/C
SLC39A8 rs13107325 c/C ZNF831 rs6015450 A/A
CABCOCO1 rs4590817 G/G - rs16998073 AT
APOE rs7412 c/C SVEP1 rs7847526 T/T
ADCY3 rs55701159 T/T - rs2760061 T/T
- rs76326501 A/A - rs1800629 G/G
FBN1 rs1036477 A/A - rs10826995 T/T
ATP2B1 rs17249754 G/G LOC102724965,P rs687914 G/G

RKCE

SUGCT rs76206723 G/G ITIH1 rs2302417 T/T
- rs3132510 T/T - rs2107595 G/G
PLCB1,LOC1053 rs6108168 c/C - rs9859176 c/C
72521
- rs12917707 G/G EBF1 rs62385385 T/T
HIPK2 rs1011018 G/G LOC101060064 rs7132012 G/G
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SH2B3

MMP24-AS1-EDE
M2,PROCR

CPS1

MTHFR

ACOX1
CASZ1
TCF7L2
CEP68
FES
IRF1-AS1
ARHGAP42

MMP14

ADRB1

ZNF423

NME7

BAG6

PRKAG2

DNM3

CERS5S

CSK

BCL2
LOC105370988
LOC105378741

FOSL2
FOXC1
CLN8

CACNB2

RAPSN
LOC283335,TNS
2

PKHD1

ZNF101
LOC105375508
INPP5A
NFATC2

ANO1
CFDP1
FN1
CDKAL1

rs3184504
rs67330701
rs867186

rs1047891
rs17367504
rs60691990
rs2467099
rs880315
rs7903146
rs74181299
rs2071382
rs12521868
rs633185
rs6788984
rs1887320
rs17880989
rs35444
rs1801253
rs17477177
rs9827472
rs10468291
rs2179490
rs805303
rs10254101
rs12405515
rs1173771
rs7302981
rs1378942
rs12454712
rs12906962
rs112557609
rs449789
rs7562
rs2745599
rs4875958
rs2898290
rs12258967
rs62524579
rs7103648
rs73099903

rs7178615
rs13205180
rs2304130
rs13234407
rs1133400
rs6021247
rs10922502
rs875106
rs1557765
rs11643209
rs1250259
rs9368222

/T
“
A/G

c/C
A/G
/T
c/C
c/C
c/C
/T
T/C
G/G
c/C
AG
A/A
G/G
A/G
c/C
c/C
c/C
c/C
G/G
G/A
/T
G/G
G/G
A/G
C/A
/T
c/C
A/A
/G
T/C
A/G
A/A
T/C
C/G
G/A
G/G
c/C

G/G
/T
AG
G/A
A/A
A/A
G/G
G/A
T/C
G/G
T/A
c/C

LOC107986598 rs9472135

ACTBP13 rs36022378
FBN2 rs6595838
PDE8A rs3743157
MAP4 rs319690
- rs115245297
SLC8A1 rs4952611
CRK rs12941318
PDE3A rs7488780
CDKN2B-AS1 rs1333045
PLCE1 rs932764
CASC15 rs6911827
LOC105375672 rs2978098
- rs2494184
PPL rs12921187
IRAK1BP1,PHIP rs10943605
SWAP70 rs2649044
MCF2L rs9549328
ZFAT,ZFAT-AS1 rs894344
MYQ9B rs3745348
MEIS1 rs2300481
TOP3A rs4925159
MUC1 rs4072037
TERT rs10069690
- rs6993325
SENP2 rs12374077
- rs2618647
RNFT1-DT rs12453125
SCAI rs72765298

MHorodakTopHble 3aboneBaHus

c/C
/T
G/A

c/C
c/C
/T
/T
/T
c/C
T/C
A/G
T
c/C
T/C
T/G
G/A
“
“
A/G
T
T
G/A
c/C
c/C
“
G/G
A/G
G/G
/T
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[lcopuas

CpegHui puck 1.82%

Baw puck 17.16%

[Mcopuas — 310 XpoHuyeckoe HeMHPEeKLMOHHOE 3aboneBaHme, NopaXkatoLLee KOXy.
Bctpeuaetca npumepHo y 2% HaceneHns. OAMHAKOBO pacnpoCTPaHEHO Cpean MYXXUYMH
W )KEHLLMH pa3HbIX BO3PACTHbIX KAaTEropui.

OcHOBHasi NpUYMHA BO3HMKHOBEHMS Ncopmasza HescHa. CylecTBEHHas posib OTBOAMTCS
HacneACTBEHHbIM dakTopaM. Takxke Nof03peBaeTcs BAUSHUE UHDEKLMI, anKorons,
CTPECCOoB, NEPEOXNAKAEHUS U MEXAHUYECKMX NOBPEXAEHUIN KOXMU.

Hanbonee yactoe nposiBneHne ncopmasa — Cyxue, KpacHble, NPUNOAHATbIE HAA,
NMOBEPXHOCTbIO KOXM NATHA, KOTOpble 06bIYHO MOSABAAKOTCS HA pa3rMbaTenbHbIX
MOBEPXHOCTAX CUMMETPUYHBIX Y4aCTKOB. B 3aBUCMMOCTM OT CTENEHM TSHKECTU Pa3BUTUS
3aboneBaHus, B KAaYeCTBe IeYeHUs NPUMEHSAIOT CMArYatoLLMe CpeacTBa, a Takxe
ynbTpadmonetosoe B- unu A-obnyyenue.
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[eHeTnyeckne @akTopbl pMCKa nNcopmnasa

Bapl/laHTbI, nosbllWawWmne pnuck Bapl/IaHTbI, CHMXawuwmne puck

leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoTMN Bknap,
LINC02571,L0C1 rs4406273 A/G - rs6677595 C/C
12267902

- rs12188300 AT - rs7552167 A/G
- rs4821124 c/C RPS6KA4 rs645078 c/C
POLI rs545979 T/T TNFAIP3 rs582757 T/T
- rs11121129 A/A TRAF3IP2-AS1,T rs33980500 c/C

RAF3IP2

NOS2 rs28998802 A/G TNIP1 rs2233278 G/G
- rs10865331 A/A CAVIN1 rs963986 G/G
LOC105376214 rs10979182 A/A ELMO1 rs2700987 A/C
ETS1 rs3802826 A/A EXOC2 rs9504361 A/G
- rs8016947 G/G QTRT1 rs892085 A/G
RNF114 rs1056198 c/C - rs7536201 c/T

- rs4561177 A/A
= rs9988642 /T

LOC112267968 rs2451258 T
CARD14,SGSH rs11652075 c/C
DDX58 rs11795343 T/T
IL13 rs1295685 G/G
LOC105371082 rs367569 c/C
ZMIZ1 rs1250546 A/A
LINCO1185 rs62149416 /T
STX1B rs12445568 /T
KCNH7 rs17716942 /T
STAT2 rs2066819 c/C

28



TIITTIT I YT

(I Ly R R R Y R LI I RNy R I R L R ST ]
MHorodakTopHble 3a601€BaHUS  ,gssss88s00e

LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

KoHTpakTtypa LdiontontpeHa

CpegHui puck 15.9%

Baw puck 28.81%

KOHTpaKTypOVI ,El,romompeHa Ha3bIBalOT YMJIOTHEHNE U YKOPOYEHNE CyXO)I(MﬂMVI B
obnactu KUCTH, KOTOPbIE€ MPUBOAAT K crnbaHmio u CI)MKC&LI,MM nanbUeB B
HEECTeCTBEHHOM NOJTIOXEHUNN. CnyqaeTcn 3TO B OCHOBHOM C MY>XYMHaMM CpeEOHETO
BO3pacTa. CYLU,ECTByET HacneacTBeHHaa NnpeapacnonoXeHHOCTb K 3TOMY 3aboneBaHu1o,
d TaKXe nMmeet 3Ha4YeEHNE XpOHMNYEeCKaa TpaBMaTunu3auua.

KoHTpakTypa [tontouTpeHa MoXeT nopaaTb 06y COeAUHUTENbHYH TKaHb
OpraH13Ma, HO Yallle BCEro CTpaaatoT MU3nHel, U 6e3bIMAHHBIN Nanew, Ha O4HOM UK
obeunx pykax. bonesHb MOXeT MMeTb OCTPOE Hayano, Ho B BOMbLWMHCTBE C/1y4aeB
BbIPAXXEHHbIE CUMMTOMbI NPOSIBASIOTCA TONbKO Yepe3 Heckobko net. CHavana nog,
KOXKEl NoABAAOTCA HEOOSbLUIME TAXKM, MPOMCXOAMUT YIIOTHEHNE M 0BPa3YIOTCS Y3ENKU.

C pa3BuTHeM 3aboneBaHMs NOABASAOTCS O0NEBbIE OLLYLLEHMS, KOXA NAaJ0HM
NOKPbIBAETCS TPELLMHKAMM, CHUXKAETCS YyBCTBUTENbHOCTDL. [1pK TSXKENOM TeueHun
6onesHu pa3BMBaeTCs MNOMHAsA HEMOABMXHOCTb OAHOMO MM ABYX NanbLEB (QHKUIO03).
BbioensatoTca nBa HanpaBneHMs IeYeHMS: KOHCEPBATMBHOE U XMPYPruyecKkoe.

[eHeTHMYecKkne aKTopbl pUCKa KOHTPAKTYpPbI

HonontpeHa

BapuaHTbl, NoBblLWatowWme puck BapuaHTbl, CHUXKatowWwue puck
leH BapuaHt [eHoTUn Bknag leH BapuaHt [eHoTUn Bknag
ITGA11 rs2306022 T/T EPDR1 rs16879765 c/C
- rs7291412 T/T LINC01592 rs629535 c/C
EIF3E rs611744 A/A DUXA rs11672517 G/G
NEDD4 rs1509406 G/G EBF2 rs10866846 G/G
= rs6016142 (2) RAB31 rs9951109 T/C
- rs7524102 A/G - rs9525927 A/G
ZC3H12D rs394563 G/G CHST6 rs977987 A/A
MMP14 rs1042704 G/A LOC105375132 rs10276303 (@2)
- rs12342106 G/A
PIA2 rs246105 C/C
= rs6496519 c/C
- rs6102095 G/G
DDR2 rs17433710 T/T
- rs38904 T/C

29



LI ITTRT Y]

(I Ly R R R Y R LI I RNy R I R L R ST ]
MHorodakTopHble 3a601€BaHUS  ,gssss88s00e

LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

AHOporeHHas anoneums

CpeaHuin puck 44.9%

Baw puck 53.62%

AHOporeHHas anoneuusi — 31o 3aboneBaHMe, KOTOPOE XapakTepU3YeTCs UCTOHYEHMEM
M BbiNaaeHMeM BoJIOC Ha ronose. Cebiwe 95% Bcex cnyyaeB 06bICEHUS MY>KUNH
NpOMCXOOMT UMEHHO M3-3a 3TOM 6one3Hu. [laHHble MO YaCTOTe ee NOSBAEHUS Y
XEHLMH 3HauuTenbHo pacxoaatcsa: ot 20% no 90% scex cnyyaes notepu BONOC.

JTO CBS3aHO C MeHee 3aMeTHbIM U TpyAHee ANMAarHOCTUPYEMbIM NPOSIBIEHUEM 3TOr0
HapyLWeHMS Yy XXeHCKOro nosa. MpuynHon pa3sutmna 3aboneBaHUst MOXET CTaTb
reHeTMYeckMn GakTop — BPOXAEHHOe yKopoveHme a3kl pocTa BOAOC, KOrAa OHU
ObICTPO UCTOLLAOTCS, CTAHOBATCS KOPOTKMMM M BbINAZA0T. TakxKe aHApOreHHas
anoneums MoxeT ObITb Bbl3BaHa MU3MEHEHUEM rOPMOHANbHbIX NPOLECCOB, B pe3ynbraTte
KOTOPOro NpoUCXOAMT paspyLeHne donnmkyna.

[MepBbiM NPU3HAKOM 3TOM NaTONOIMMKU CYMTAETCS HANMYME Ha FOI0BE BOJOC,
Pa3MYaoLLMXCA MO AJIMHE U TONLMHE, 3aTEM Ha CMEHY BbINaBLIMM MOSBASIOTCA BCE
6onee cnabble BONOCKM A0 TEX MOP, NMOKa BONOCAHAA NYKOBMULIA COBCEM He
aTpodupyeTca. Y My>XUMH TakmMe NPOLLECChl HAYMHAKTCSA CO CTOPOHbI N16a M Ha TEMEHMW.

Co BpeMeHeM 30Hbl 06/1bICEHUS NOCTENEHHO PACLLUMPAOTCS U CIMBAKOTCA B OOHY
3aNbICMHY. Y XXEHLMH NoTeps BOIOC NPOMCXOAUT PaBHOMEPHO NO BCeN rofioBe, YyTb
6onbwe Ha Makyuwke. Yepe3 10-12 net TeyeHms 6onesHm ycTbs GONIMKYI0B
3apacTaloT COeAUHUTENBHOM TKAHbIO U YXKe He MOTyT MPOM3BOAMTb AAXe MyLKOBble
BOJIOChHI. J/leyeHne BKKOYAET NIEKAPCTBEHHYIO M NIa3epHYI0 Tepanuu, a Takxe
TPaHCNNAHTaUMI0 COBCTBEHHbIX BONOC.

30



0000000000000000000000000000000000000000000000000000000000000000000000000000000000 Jesss0000000
$000006000060000000000000000000000000000000000000060000600000000000000000000000000s VIHOTODAKTOPHBIE 3360NIEBAHNS  |pese0000000

[eHeTHMyeckne @akTopbl pUCKa aHAPOreHHOM

azoneunu

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck
leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
- rs11684254 Cc/C Clorf127 rs7542354 G/G
- rs13405699 c/C - rs12902958 A/G
TBX15 rs111668293 -/G - rs61784834 T/T
ZHX3 rs17265513 T CENPW rs9398803 A/A
LOC105369705,L  rs7974900 c/C FAM53B rs3781452 c/C
0C105369704
- rs17833789 c/C EBF1 rs1422798 c/C
LOC107986047 rs16863765 G/G TCF12 rs7164914 G/G
- rs29073 c/C RUNX1 rs68088846 A/G
- rs7976269 A/G - rs985546 T/T
MKLN1 rs9719620 c/C KLF15 rs35892873 c/C
LOC105375343 rs939963 C/C MEMO1 rs13021718 G/G
BCL2 rs7226979 c/C - rs1704529 c/C
SLC14A2 rs8085664 A/C - rs76972608 A/A
FGF5 rs7680591 AT - rs62146540 c/C
WNT10A rs7349332 C/C - rs6752754 A/A
- rs12214131 G/G - rs10843003 T/T
LRMDA rs11593840 G/A - rs2256843 T/A
GORAB- rs11578119 c/C PAX3 rs77177529 Cc/C
AS1,GORAB
- rs7642536 T/T - rs76067940 c/C
ZNF462 rs12686549 A/A
FAF1 rs10888690 (¥2)
TEX41 rs10928235 A/A
- rs11037975 G/C
IRF4 rs12203592 c/C
LINCO0670 rs72809171 G/G

- rs12144907 G/G
- rs2064251 A/G
- rs71421546 c/C
BBX rs9846246 A/G
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XpoHUyeckas 0bCTpyKTMBHAs 6one3Hb
nerkmnx

CpegHui puck 13.7%

Baw puck 19.7%

XpoHuyeckas ob6CcTpykTMBHag 6onesHb nerkmx (XOBJ1) no pasHbIM AaHHbIM BCTpEYaeTCs
y 11 MnH yenosek B Poccuun. bonesHb yaule Bo3HMKaeT B Bo3pacte 40-50 net. bonesHb
CBSI3aHA C peakuMen Ierknx Ha Yy>KepoaHble YacTuLbl M rasbl, MOCTOSHHO
pasgpaxkarowme CM3nCTyo 060104KY AbIXaTeNbHbIX NYTEN.

B 80%-90% cnyyaeB GpakTOpOM pucKa CTAaHOBUTCS KypeHue. CaMbiM nepBbIM
cumntoMoM XOBJT cumTtaetcs nossneHme oapiwku. OHa MOXET ObITb eXeaHEBHOW UK
nepuoanyYeckomn, yCUNMBaAETCs BO BpeMs Harpy3ok (NoAbeM Mo NecTHuLe, NogHATUE
TKECTeN).

Mo Mepe pa3BuTUs 6ONE3HU NO YyTPaM HAYMHAET BbIAENATbCS HEOObWOe KONNYeCTBO
MOKpOTbl. CHayana oHa CAu3uncTag, a 3aTeM CTaHOBUTCS THOMHOW. JledyeHne BKNOYAET B
cebs 0TKa3 OT KypeHusl, CHUXKEHUE BO34EeNCTBUS NPpOodeCcCMOHaNbHbIX BpeaHOCTewn
(nbInn, acbecta), a Takxke papmMakoTepanuio, OCHOBAHHYI HA NMPUMEHEHUU
CnewumanbHbIX NeKapCTBEHHbIX NpenapaTos.

[eHeTMYeckmne PakTopbl pUCKa XPOHUYECKOM
O0OCTPYKTUBHOM BONE3HU NErkux

BapwuaHTbl, noBbIWatoWme puck BapwuaHTbl, CHUXatoWue prcK
leH BapwuaHt [eHoTMN Bknan leH BapuaHt [eHoTMN Bknapn
CHRNA3 rs12914385 T/T FAM13A,LOC105 rs4416442 T/T
377327
TGFB2 rs4846480 A/A
- rs626750 G/G
RIN3 rs754388 c/C

> rs13141641 T
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Bo3pacTtHasg MakynsgpHas gereHepaums

CpegHui puck 1.03%

Baw puck 3.17%

Bo3pacTHag MakynsipHas aereHepaums B cpeaHeM BeTpeyvaetcs y 1,03% My>KUnH U
1,84% xeHwwnH. 3aboneBaHne pa3BMBAETCS B TEYEHME HECKONbKMX NIET M NopaXaeT
cpa3y oba rnasa. [lepBble NpoOSBNEHNS MAKYNSPHOWN AereHepauun — 3aTyMaHMBaHWe
3peHus, 3aTpygHEeHUE NPU YTEHUU U PACNO3HABAHUM NIULL, UCKAXKEHME NPSMbIX IMHUIA U
CHUXXEHUE IPKOCTU LIBETOB.

LleHTpanbHOe 3peHne NOCTENEHHO CTaHOBUTCS HEYETKUM, Nepen, rna3amMu nosiBNaTCs
TeMHble NATHA. PaznuyaloT ase GopMbl BO3PaCTHOM MaKyNapHON AereHepauum —
«CYXYI0» U «BnaxHyto». [lepsag sctpeyaetcs B 90% cnyyaes u nporpeccupyet
MeaNEeHHO.

BTopas conpoBoxpaaetcs 6bICTpbIM NafAeHMEM OCTPOThI 3peHUS. YacTo «cyxas» dopma
MaKyNIIpHOM AereHepaunn He HYXAAETCS B neYeHnn. B octanbHbIx cnyyasx
MCNONb3YIOT NOPOroBYH, HU3KOMHTEHCUBHYIO N1a3epoTepanmio UM hoToanHaMMUYECKYIO
Tepanuio.
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[eHeTHyeckmne @akTopbl pMCKa BO3PACTHOM
MaKy/I9apHOM OereHepauum

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck
leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
CFH rs10922109 Cc/C CFI rs10033900 Cc/C
LOC105378525,A  rs3750846 T/C ADAMTS9-AS2 rs62247658 T/T
RMS2
C3 rs2230199 ¢/G CNN2 rs67538026 T/T
- rs116503776 G/G SRPK?2 rs1142 c/C
LOC107986598 rs943080 T/T BLOC1S1-RDHS5, rs3138141 c/C
RDH5
- rs79037040 T/T SLC16A8,LOC105 rs8135665 Cc/C
373027
B3GLCT rs9564692 c/C COL4A3,MFF-DT  rs11884770 (¥2)
SYN3 rs5754227 T/T PILRA rs7803454 c/C
ABCA1 rs2740488 A/A - rs2043085 T/C
- rs1626340 G/G RAD51B rs61985136 T/C
- rs10781182 G/T ACAD10 rs61941274 G/G
- rs201459901 -/- 9 rs62358361 G/G
- rs72802342 C/C TMEM97 rs11080055 C/A
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YKenyHokaMeHHasa 6one3Hb

CpeaHuin puck 6.7%

Baw puck 7.62%

[ng My>XUMH pUCK pa3BUTUSA XeTYHOKaMeHHOM BonesHu coctasnseT 6,7%, a ans
XeHwWwmH 14,6%. Obpa3oBaHMe KaMHeN NPOUCXOAMUT M3-3a 3aCTOS XKeNYn B XKeNYHOM
ny3blpe U HapyLleHuss obMeHa BewecTB. PUCK XenYHOKaMeHHON 6one3Hu
yBenununBaeTcs npu 6epeMeHHOCTU, OKMPEHUN U PE3KOM U3MEHEHUN BeCa, NpU
ANUTENbHOM BHYTPMBEHHOM MUTAHMM U NPUEME HEKOTOPbIX IEKAPCTB.

B 20% cnyuyaeB 3aboneBaHue npoTtekaet 6€CCMMNTOMHO. YacTo KiMHMYeckme
CUMMTOMbI MOSBASKOTCS Yepe3 5 neT ¢ MOMeHTa 06pa30BaHUSI KOHKpEMEHTOB. [1pu
3aboneBaHMM y nauneHTa MoryT BbiTb HowOWMe 6onun B NpaBoM nogpebepbe u
NoANOXeYHOM 06/1aCTH, KOTOPbIe OTAAKT B CMIMHY M NPaBYH IONATKY.

bonu nepuoamyeckne, BOSHUKAOT U YCUAUBAKOTCA NOCSE NPpUEMA XKXMPHOM NuwK. Yacto
COMPOBOXAAKTCA CNABOCTbIO, HEAOMOraHMEM, B34YTUEM XMBOTA, OTPbIXKKOM,
HEeyCTOMYMBbIM CTY/IOM. YacCTb NALMEHTOB UCMbITbIBaET 60an B 0bnactm cepaua (npu
oTcyTcTBMM Bonen B npaBomM nogpebepobe).

MHorpa 3aboneBaHme NpoTekaeT ¢ OCTPbIMKU NpUCTynamMm 60au, KOTopble
CONpPOBOXAAOTCA TOWHOTON M pBOTOM. BO3MOXHbI MNOXeNnTeHne CKnep u nerkoe
NOTEMHEHWE MOYM, KOXKHbIM 3ya, KPaTKOBPEMEHHOE MOBbILEHWE TeMNepaTypbl Tena.
Mpn obocTpeHmmn 3aboneBaHms 1 NpUCTyNax B NEPBY ovyepenb peliaeTcsa Bonpoc 06
3KCTPEHHOM onepauun. B ocTanbHbIX Ciydasx Bpauu NpuUAEep>KMBAKOTCS
KOHCEPBATUBHOIO NIEYEHMUS.
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[eHeTHnyecKkne GaKTopbl PUCKA XKENYHO-KaMEHHOM

oonesHu

BapuaHTbl, NoBbIwakoLWLme puck

leH BapuaHT
- rs6471717
MLLT10 rs11012737
JMID1C rs1935
GCKR rs1260326
ABCB4 rs4148808
- rs708686
UGT1A,UGT1AS8, rs2070959
UGT1A10,UGT1A
9,UGT1A7,UGT1A

6

FADS2 rs174567

leHoTUN

G/G
A/A
G/G
C/C
/T
T

A/G

A/G

Bknap,

36

BapwuaHTbl, CHUXatoWwue puck

leH

TTC39B

ABCG8
MARCHF8
HNF1A

HNF4A
FUT2,LO0C10544
7645

SERPINA1

PNKD,TMBIM1
SLC10A2

BapuaHT

rs686030
rs11887534
rs2291428
rs1169288
rs1800961
rs601338

rs28929474

rs2292553
rs56398830

leHoTUN

A/C
G/G
G/G
A/C
c/C
A/G

c/C

A/G
G/G

MHorodakTopHble 3aboneBaHus

Bknap,

100000000000
R ILTTITI LT ]
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MenaHoMma

CpeaHuin puck 3%

Baw puck 3.8%

MenaHoMa — 3TO arpecCcMBHasl 310KAYeCTBEHHAs OMyX0/b KOXM, KOTOPasi BOSHUKAET B
pe3ynbTaTe NOPAXEHMS MUTMEHTHbIX KNETOK, MPOAYyLMPYOLWMX MeNTaHUH. XKeHLWuHbI 40
60 net 60N1€10T YaLLe MYXUYMH, @ MOCNe MelaHOMA BO3HMKAET C OAMHAKOBOM YaCTOTOM Y
obounx nonos. Nuk ee nossneHns npuxoautcs Ha 30-50 ner.

OCHOBHOM NPUYMHOW CTAHOBUTCS BO3AENCTBME YNbTPAPUONETOBOr0 COTHEYHOIO
M3My4YEHUS, MONAAAIOLLENO HA HE3ALLMLLEHHbIE YYACTKM KOXM. B GonbLUMHCTBE CyyaeB
OHa pa3BMBAETCH Y NtOAEN, NONYYABLUMX CONHEYHbIE OXKOMM B AETCTBE M HOHOLLIECKOM
BO3pacTe, a TakxKe — y paboTaloLmMX B 3aKPbITbIX MOMELLEHUAX, @ OTAbIXAKWMUX B
IOXKHbIX CTpaHax. Hemanyto posib B pa3BuT1M MeNaHOMbl OTBOAST TPAaBMUPYHOLLMM
NOBPEXAEHWUSM POAMHOK, TOPMOHANIbBHOMY M UMMYHHOMY CTaTyCy, a Takxe
HacneaCcTBEHHOM NpeapacnonoXeHHOCTH.

HaunHaeTcs oHa € NOsSIBNEHMS HOBbIX MM YBEIMYEHUSI B Pa3Mepax YXKe CYyLLeCTBYHOLMX
POAMHOK MU POAMMBIX NATEH, 3YAQ, XOKEHUS U KPOBOTOUMBOCTM B 30HE onyxonu. Kak
NpaBuIo, BOCNANEHHbIE KNETKU KOXM UMEKT KOPUUYHEBBIA UK YEPHbIN LBET, B
HEKOTOPbIX Cy4asiX — PO30BbIN, XXeNTOBaTbIM Man aaxe 6enbin. K 4ONOAHUTENbHbIM
NPU3HaKaM MOXHO OTHECTU LuenylweHne, BbinafeHne paHee CyLweCTBOBABLUMX BOMOC,
BO3HUKHOBEHME YNJIOTHEHUI HA NOBEPXHOCTU MUIMEHTHOM OMYXONU U YBeNUYeHue
B6AMKANLWKMX K Her nMMbOy310B.

B neyeHnn oCHOBHas ponb OTBOAMTCS XMPYPruyeckmM MetoaaM. MIHOraa Mcnosb3ytoTes
nyyeBas U MNONMXMMMOTEPANMS, a TakKe GOTOAMHAMMYECKAs U UMMYHOTepanus.

[eHeTnyeckme PakTopbl pUCKa MesTaHOMbI

BapuaHTbl, NoBblWatowWme puck BapuaHTbl, CHUXatowWwue puck

leH BapuaHt [eHoTUN Bknag leH BapuaHt [eHoTUn Bknag
LOC107984363,T rs1393350 A/A - rs62389423 G/G

YR

MTAP rs201131773 -/- MC1R rs1805007 c/C

SLC45A2 rs35407 G/G RALY rs6059655 G/G
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AHeBpM3Ma COCya0B roJIOBHOrO MO3ra

CpegHui puck 1.57%

Baw puck 2.1%

AHeBpM3Ma COCYA0B rOIOBHOIO MO3ra BCTpeyaeTcs y 5% HaceneHus nnaHeTbl, HO
NpMBOOMT K KPOBOM3NIMSAHMIO B MO3T ToNbKO Y 5-10 yenosek n3 10 000. B ocHoBHOM
HOCUTENAMM aHEBPM3MbI SBNAKOTCA Ntoam B Bo3pacte 30-60 net. Y XeHLWmH 3T0
COCTOSIHME BO3HMKAET B ABa Pa3a Yalle, YEM Y MYXKUMH.

AHeBpM3Ma COCYA0B roIOBHOrO MO3ra — 3T0 Hebonbloe 0bpa3oBaHue B
apTepuanbHOl CTEHKE, HANMOMMUHaIOLLEE BHELIHE MELLIOK UM BEPETEHO, KOTOPOe
NOSIBNAETCSA BCNEACTBME UCTOHUYEHUS CTEHKM cocyaa. OHa HAaNOMHAETCS KPOBbHO U
pacTeT B pa3mepax. CamMoe onacHoe NocneacTBue — paspblB aHEBPU3MBI, B pe3y/bTaTe
KOTOPOro NpPOUCXOAUT KPOBOM3NUSAHME B MO3T.

O6pazoBaHne aHEBPWU3M MPOUCXOAMT M3-33 HAPYLLIEHUS CTPYKTYPbl COCYAMUCTON CTEHKM.
K dakTopaM pucka OTHOCUTCS reHeTMYecKas NpeapacnofioKeHHOCTb, TPaBMbl F0/10BbI,
OMyXo0Ji1, aTepOCKNEPO3, BOCNANUTE/bHbIE 3ab60/1€BaHUS COCYA0B, KYpeHue,
ynoTpebneHne ankorons U cTpeccol. Boicokoe apTepuanbHoe 4aBNEHNE MOXET He
TOMIbKO BbI3BaTb PA3BUTMUE QHEBPU3MbI, HO M NMPUBECTU K Pa3pbliBY YXKe UMEtoLLeNncs.

Ecnu BbINyKNbIV Y4ACTOK COCYa OKa3bIBAET AABMIEHME HA HEPB UM OKPYXatoLue
TKaHM MO3ra, TO BO3HMKAKOT MOBTOPSIOLLMECS NPUCTYMNbl MHTEHCMBHOM rONOBHOM 601K B
OZLHOW M TOM e NoKann3aLumun. ITO MOXKET COMPOBOXAATLCSA PA3NNYHBIMK 3PUTENbHBIMU
paccTpoMCTBaMU, U3MEHEHMEM B peYn, OLHOCTOPOHHMUM CHUXKEHMEM CNyXa,
rONOBOKPY>XEHMEM U OHEMEHMEM nnua. PaspbiB aHeBpM3MbI, Kak NPaBWUIO, BEYET 3a
coboi NpUcTyn HenepeHOCUMOCTHM SIPKOrO CBETA, TOLWHOTY, PBOTY, MOTEPHD CO3HAHMS,
BHE3aMnHO BO3HMKLIYK CNaboCTb B KOHEYHOCTSAX U CyA0pPOru, COMPOBOXAAOLLMECS
HenepeHoCMMOM rofIoBHOM 60NbIO.

B 6onbwmHCcTBE CnyyaeB 6one3Hb NpoTekaeT 6ecCMMNTOMHO U 0OHapYXMBaeTCs
Cy4alHo npu NpoduNakTMYEeCKOM 0CMOTpe Y Bpaya. AHeBpU3Ma COCYA0B rOSI0OBHOMO
MO3ra JIeUMTCS TONbKO XMPYPrUYECKUM NyTEM.
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[eHeTHMyecKkmne @akTopbl pUCKa aHEBPU3MbI COCYA0B
ro/I0BHOro MO3ra

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck

leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
- rs10958409 A/A - rs6841581 G/G

CDKN2B-AS1 rs2891168 A/G

rs10757278 A/G
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CuHgpom LerpeHa

CpegHui puck 1.28%

Baw puck 1.55%

CuHapom LerpeHa — 3T0 ayTOMMMYHHOE MOpaXeHue coeaUHUTENbHOM TKAHU Xenes
BHELLHEN CeKpeummn, XapakTepum3yoLweecs CyXoCTbio C/IM3MUCTbIX 060n04ek. B 0CHOBHOM
MM CTPaAAI0T XEHLWMHbI B NOCTMEHOMay3anbHoM nepuoge. CnHapom LerpeHa vawe
BCEro NOpaXaeT rNasa, Bbi3biBas B HUX XOKEHUE, pe3u 1 OLLyLLeHMe «neckay.

Takxe npu 3TOM 3ab6oneBaHUN HABNIOAAETCS BblpAXKEHHAN CYXOCTb KOXM, NONOCTM pTa
M HOCOrNOTKW. B 6ONbLIMHCTBE C/ly4aeB pa3BMBAETCS 3aMETHbIM ynagok cun, 6osm B
CyCTaBax U MblwUax. Ha gaHHbIM MOMEHT cneunduyeckoro nevyeHms, HanpaBaeHHOro
Ha BOCCTaHOBNEHWe dYHKLMM XKenes, He cylecTByeT. BMecTo 3Toro okasbiBaeTcs
CMMMTOMAaTUYeCKas M NOALEPXKMBAIOLLAA Tepanus.

[eHeTHMUeckmne GakTopbl pucka cmHapoma LerpeHa

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHThbl, CHUXatoLWue puck
leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoOTMN Bknap,
- rs13246321 c/T STAT4 rs7582694 G/G
FAM167A- rs12549796 A/G

AS1,FAM167A

40



TIITTIT I YT

(I Ly R R R Y R LI I RNy R I R L R ST ]
MHorodakTopHble 3a601€BaHUS  ,gssss88s00e

LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

3aKpbITOYroJibHas rnaykoma

CpegHui puck 0.4%

Baw puck 0.56%

[naykoma — 370 3aboneBaHue, XxapakTepum3yoLieecs NOCTOSHHbIM UAU NePUOAUYECKUM
NOBbILLEHWEM BHYTPUINA3HOIo AaBneHms. Yale Bcero Bctpevaerca y ntogen crape 40
NeT, HO MHOTAA MOXET MPOSABUTLCS B MONOAOM MM Aaxe MaaeH4Yeckom BospacTte. K
dakTopaM pUcka OTHOCAT HAaCNeACTBEHHOCTb, BPOXAEHHbIE aHOMANWUK, ApYrUe rNa3Hble
3aboneBaHMs 1 TpaBMbl, CaxapHbIi AMabeT, TMNOTOHMIO, HApYLIEHUS paboTbl
WMTOBUAHOM Xenesbl U HEPBHOW CUCTEMDI.

Pa3nunyatoT OTKPbITOYro/ibHYI0 U 3aKPbITOYro/ibHYIO (BCTpeYaeTcs pexe) hopMsl
rnaykombl. B ocHoBe 3a60n1eBaHUs NEXUT HapyLleHMe MexaHn3Ma OTTOKa
BHYTPUIA3HOM XMAKOCTH, KOTOPOE MOXET 6biTb CNPOBOLMPOBAHO TYCK/IbIM CBETOM,
HEKOTOPbIMU MeAUKAaMEeHTaMu1 U Aaxe KannasaMu Ang rnas, C1oBOM, BCEM, YTO
3aCTaBASIeT 3paY0K pacwmnpaTbCs. Peskoe noBbiWeHne BHYTPUIIA3HOMO AaBNEHUS
BbI3bIBAE€T OCTPYI0 60/1b M 3aTyMaHUBAHME 3peHus.

[Mopo6Hble NPUCTYMbI YaCTO BO3HUKAKT NPU HEPBHOM NEPEHANPSKEHUMU,
nepeyToMNeHUU, ASIMTENbHOM NpebbiBaHME B TEMHOTE, NPOAO/IKUTENbHOM paboTe B
MONIOXXEHMMU C HAKNOHOM FONOBbI U NpUeMe 60bLIOr0 KOIMYECTBA XMAKOCTH. [ns
nevyeHus NPUMEHSIOT MeAMKAMEHTO3HYH Tepanuio, a B c/lydae ee HeaPpheKTUBHOCTU —
NasepHOe UK XMPYpruyeckoe BMeLWaTeNbCTBO.

[eHeTMyeckme PaKTopbl pUCKa 3aKPbITOYroNbHOM

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoLWwue puck
leH BapuaHt [eHoTMN Bknapn leH BapuaHt [eHoTMN Bknapn
- rs1015213 T PLEKHA7 rs11024102 T/T
COL11A1 rs3753841 G/G
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Jnunencus
CpegHui puck 0.51%
Baw puck 0.63%

Jnunencms — OAHO M3 CaMblIX pacnpoCTpaHEHHbIX 3aboneBaHu HepBHOﬁ CUCTEMDI,
XapaKTepusyrwuieecss BHE3ANMHbIMK NOBTOPAKWMMNCA CYyOO0POXHbIMU NpUnagKaMu.
KonnuectBo 60/bHbIX 3nunencuen B HEPBHbIX OTAENEHNAX COMATUYECKNX KITMHUK
COCTaBNdET B CpeaAHEM 5%. OKono nonoBuHbI U3 HUX Monoxe 15-neTHero BO3pacTa.

Mo NnpuYMHaM BO3HUMKHOBEHMS SMMUAENCUIO KNACCMDULMPYIOT HA Tpy BUAA:
CMMMNTOMATMYECKAN — KOTAA MOXXHO OOHAPY>XUTb CTPYKTYPHbIM AedeKT roN0BHOIO
MO3ra, Hanpumep, KUCTY, ONyX0b, KPOBOU3NUSIHUE UIN NOPOKKU Pa3BUTUS;
namMonaTnyeckas — MMeeTCa HacneaCTBEHHAs NpeapacnoNoXeHHOCTb, MPU 3TOM
CTPYKTYPHbI€ U3MEHEHWUS B MO3re OTCYTCTBYIOT; KPUMNTOreHHasi — NpUYmHy
3aboneBaHus BbIIBUTb He yaaeTcs. CamMbiM XapaKTepHbIM NPU3HaKoM 60ne3Hu
SIBNSIETCS CYAOPOXHbIA NPUNAA0K, NPU KOTOPOM 60/IbHONM NadaeT, u3naBas KpuK, TYT e
Yy HEr0 NOABAAOTCSH TOHUYECKME CYA0POrk, ro/10Ba 3aNpoKUAbIBAETCS, 3payuku
3aKaTbIBAKOTCS, NMLO BnegHEET, YeNtCTb OKMMAETCS, a AblXxaHue 3aaepxuBaeTcs. Y
MHOMMX N0AEN 3TOMY COCTOSIHMIO NpeaLecTByeT aypa, KoTopas MHAMBUAYANbHA B
KaXXA,0M KOHKPEeTHOM cilyyae, Ho bnarogaps ev 601bHOM MOXET Kak Obl
npeayvyBCTBOBATb NpUbAMXKeEHMe npuctyna. as neyeHns Mcnonb3yoT
NpOTUBO3NMAENTUYECKME Npenaparbl.

[eHeTM4yeckme PaKTopbl pUCKa aNUIencum

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue pucK
leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
BSN rs62261251 C/G COPZ2 rs72823592 A/G
MAST4 rs39861 A/G LOC105377632,L rs13026414 (¥2)
0C101927235
- rs10496964 c/C PLA2G4A rs12720541 G/G
CHRM3 rs12059546 A/G

- rs12904369 A/C
SCN1A,SCN1A- rs11890028 /T
AS1
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Tpomb603 rnybokmnx BeH 1 TpoMbo3Mbonus
Nero4yHon aprepum

CpegHui puck 0.1%

Baw puck 0.18%

[MoHsSTME «BEHO3HbIM TPOMO03IMOONN3MY BK/IOYAET B CeOS ABA TECHO CBSA3AHHbIX
3aboneBaHus: TpoM603 rnybokmnx BeH n TpoMboambonuio nerovHon aptepum (TIJ1A).
TpoMb603 rnybokux BeH — 3aboneBaHue, KOTOpoe xapakTepusyeTcs 06pa3oBaHMeEM
TPOMOOB B BEHaX (Yalle BCEro — BeHaX HOr M Ta3a). TpoM60aMb0ons NerovHom
apTepun — 3aKynopka NéroYHon apTepuun unu eé€ BeTeen TpomMbamu.

PacnpocTpaHeHHOCTb BEHO3HOro TpoMboambonmama y MyxxunH coctasnset 0,104%, y
XeHwuH — 0,104 %. Mopaaka 80% BeHO3HbIX TPOMOB0O3IMOONMIA ACCOLMMPOBAHO C
TpoMbB030M rnyboKMX BEH HOT, ocTanbHble 20% npeacTaBnsoT 3MOOAMIO MaNoro Kpyra
KpoBoobpaleHus. PUCK pa3BUTUS TakoM 3MOOMM Bbille Y XeHLWmH B 1-M TpuMecTpe
6epeMeHHOCTM.

Ha puck pa3BuTusi BEHO3HOM TPOMB0OIMBONNKN BAUSIOT KakK BHELIHUE, TaK U BHYTPEHHUE
dakTopbl. BeposTHOCTL TPOMOB0O3IMOONNYECKMX OCNOXKHEHWUI MOTYT YBEINYMBATD
reHeTnyeckme 0Co6eHHOCTH, BANAIOLLME HA CUCTEMY CBEPTbIBAHMS KPOBU —
JleiaeHoBCKas MyTaums, onpeneneHHble BapmaHTbl reHoB ABO, F11, F2, FGG, F8,
SLC44A2 v PROCR. BOnbLIMHCTBO 3TUX reHOB KogupyeT hakTopbl, y4acTByOLWME B
KacKaze CBepTbiBAHUS KPOBM, U HapyLleHUe paboTbl 3TUX (GAKTOPOB NpMBeaeT K
M3MEHEHMIO CBOMCTB KPOBMW.

Tpomb03 rnybokmx BeH BO3HMKAET, KOrAa NpoLecc CBepTbiBaHUS KPOBM HAYMHAETCS He
nocne NOBPeXAEHUS UAN PaHEHMS, @ B 0ObIYHbBIX YCIOBUAX MPU COXPAHEHHOW
LLeSIOCTHOCTM COCYAMCTOM CTeHKK. Knaccnyeckune npusHakm Tpomb0o3a rnybokux BeH —
oTeku, 60NN 1 MOKPACHEHMS MOPAXEHHOrO y4YacTka. TpoMO0O3M60NIMIO NeroYHowM
apTepuu Yalle BCEro Bbi3blBAOT CBOOOAHO PacnONOXeHHbIE B BEHAX HOI TPOMObI,
NPUKpPEenJIeHHbIe K CTEHKE TOJIbKO O4HON CTOPOHOW.

Takne TpomObl NErko OTPLIBAKTCS M C MOTOKOM KPOBM Yepes npasble OTAENbl cepaua
nonagatT B IErOYHYO apTepumio, 3aKpbiBas e€ npoceeT. TpoM603MbB0NMS NeroYHom
apTepuu NpoTeKaeT C NoBbiWeHMeM TemnepaTypbl Tena Ao 37°C u kawnem. Takxe
MOXET BO3HMKATb OAblLIKA, TAXMKApAUsi, 0OMOPOKM M CHUXKEHUE apTEPUANBHOIO
[aBNeHMS.
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lns neyeHns obomx 3a6oneBaHMI MCNONb3YETC MeAMKAMEHTO3Has Tepanus. B
HEKOTOPbIX CNy4asx npu TPOMO03e ryboKMX BEH B MHAMBUAYANbHOM MOpsiaKe
pellaeTcs Bonpoc 06 yCTaHOBKe KaBa-PUAbTPOB.

[eHeTnYyeckne GakTopbl pucka TpomMbo3a rnybokKmx
BEH M TPOMBO3MOONNM TIEFOYHOM apTepun

Bapl/laHTbI, nosbllWawWmne pnuck Bapl/IaHTbI, CHMXawwmne puck
leH BapuaHt [eHoOTMN Bknap, leH Bapuant [eHoOTMN Bknap,
- rs7654093 T/T F5 rs6025 C/C
F11-AS1 rs4444878 A/A F2 rs1799963 G/G
SLC44A2 rs9797861 T/T
MMP24-AS1-EDE  rs34234989 -/A
M2,PROCR
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CaxapHbin anabet 1 Tmna

CpeaHuin puck 0.4%

Baw puck 0.45%

CaxapHbint gnabet 1 TMna — 370 3a6oneBaHMe SHAOKPUHHOM CUCTEMBI, MPU KOTOPOM
HabnopaeTca abcontoTHas He[OCTAaTOYHOCTb MHCY/IMHA M3-3a HapyLeHus paboTbl
NomKeNnyao4YHOM Xenesbl. YacToTa pacnpocTpaHeHuMs B 06LLeln Nonynsunmn coctaBnseT
npumepHo 15 cnyyaes Ha 100 000 HaceneHus. B ocHoBe 3aboneBaHms NeXKUT
HeA0CTaTOYHOCTb BbIpAabOTKM MHCYNMHA SHAOKPUHHBIMU KNETKaMM MOAXKENYA0HHON
enesbl, BbI3BAHHAS UX pa3pyLueHUeM Mog, BAUSHUEM BUPYCHbIX MHPEKUUI, CTpecca u
AyTOMMMYHHbIX 3a601€BaHuUMN.

[Ounabet 1 TMna vawe pa3BMBAETCA B AETCKOM 1NN NOAPOCTKOBOM BO3pacTe.
KnnHuyeckue npoAaBneHna Bbipa>XXakoTcq y4alWe€HHbIM 0OMNbHBIM MOYENCNYCKaHUNEM, B
TOM 4vucie n B HOYHOe BpemM4, MNOCTOAHHbIM HEYTOTIMMbIM TOJ1040M U YKaXKO0M,
CHMXXEHMEM BeCa, KOTOPOE pa3BMBAETCA HECMOTPA Ha NOBbIWeEHHbIM anneTuT. MHoraa
BCTpeYaeTCa 3y KOXU U CIU3UCTbIX obonouyek, 06wWag MbileyHas Cﬂa6OCTb, ronoBHad
601'Ib, BOCMaNNTENbHbIE TPYAHOU3TEYUMbIE NMOPAXKEHUA KOXKU N HAPYLUEHNE 3PDEHUA.
na neyeHums NMCNonb3yrT UHCYTMHOTEPATNNIKO, HAa3HAYaAKT CNeunasbHyO ANeTy n
YMEpPEHHbIE q)l/I3M‘-ieCKM€ Harpysku.
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[eHeTMUyeckme hakTopbl pUcka caxapHoro amabeta

1 tTuna
BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck
leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
HLA-DRA rs9268645 G/G - rs3024505 A/A
SH2B3 rs3184504 T/T - rs3087243 A/A
- rs924043 c/C SIRPG rs2281808 T/T
LMO7 rs539514 T/T IKZF4,L0C10536  rs1701704 T/T
9781
BACH2 rs3757247 T/T C1QTNF6 rs229541 G/G
CTSH rs3825932 c/C CENPW rs9388489 A/A
- rs12251307 C/C PRKD2 rs425105 (¥2)
CD226 rs763361 T/T IGF2,INS- rs3741208 G/G
IGF2,IGF2-AS
- rs17574546 A/C CLEC16A rs2903692 A/G
L0C101929727, rs10509540 T/T LOC105371664 rs2816316 A/C
RNLS
- rs7221109 C/C - rs1465788 2y
KIAA1109 rs4505848 A/G EFR3B rs478222 AT
IFIH1 rs1990760 (¥2) - rs7202877 T/T
- rs10499194 c/C AP4B1-AS1,PTPN  rs2476601 G/G
22
- rs11711054 A/G - rs9585056 T/T
UBASH3A rs9976767 A/G SKAP2 rs7804356 (2)
GSDMB rs2290400 2y PTPN2 rs478582 2y
LOC105378083,T rs1738074 2y LINC02357 rs10517086 G/G
AGAP
GLIS3 rs10758593 A/G - rs4788084 (¥2)
HORMAD2,LOC1 rs5753037 c/C
05372988
PRKCQ rs11258747 G/G
STAT4 rs7574865 G/G
LINC01104 rs9653442 2y

- rs4900384 A/G
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[lepBUYHbIM BUIMAPHBIN XONAHTUT

CpegHui puck 0.012%

Baw puck 0.015%

[MepBUYHbIA BUAMAPHBIA XONAHTUT — 3TO MeANEHHO Nporpeccupyoee ayToMMMYyHHoe
3aboneBaHue, CBSI3aHHOE C HapyWweHWeM paboTbl BHYTPMUMEUYEHOUYHbIX XXEeNYHbIX
NPOTOKOB, B pe3y/ibTaTe KOTOPOro MPOMCXOAMUT 3aCTOM XKenym U pa3BMBAETCS
neyeHoYHas HeLO0CTaTOYHOCTb. BCTpeuaeTcs npemMMyLeCcTBEHHO Y XeHLWMH. Yalue Bcero
B Bo3pacTe oT 40 oo 50 neT, KpaHe peako — y noaen Monoxe 25 ner.

BocnaneHune noptanbHbIX TPAakTOB M ayTOUMMYHHOE pa3pyLUEHME BHYTPMUMEUYEHOUHbIX
YXeNYHbIX MPOTOKOB NPMUBOAMT K HAPYLUEHUIO BbIAEIEHUS XKENUN U 3a4EePXKKe
TOKCMYECKMX BELLECTB B NEYEHM, YTO ABNSETCS NPUUUHOM CHUXKEHUS ee PYHKLMMU U
MOXET NPUBECTM K BO3SHMKHOBEHMIO GMOPO3a, LMppO3a U NeYEHOYHOM
HeLOCTAaTOYHOCTU. 3aboneBaHne pa3BMBAETCS MeANEHHO, B TEYEHME HECKOMbKUX NET.
Hanbonee 4yactbiMM paHHUMKU NPOSABAEHMSAMMN 9BASKOTCS CNABOCTb, OLLYLEHMNE TIHXKECTU
B NpaBoM noapebepbe M KOXHbIM 3yA. B HacTosiwee BpeMs HeT 3PdeKTUBHbIX METOAOB
NeYyeHus NepBUYHOro GuIMapHOro XonaHruTa.

[eHeTnyeckmne GaKTopbl pUCKa NEPBUYHOIO
6MnnMapHOro xonaHruTa

BapuaHTbl, NoBblWatowWme puck BapuaHTbl, CHUXatowWwue puck
leH BapuaHt [eHoTUn Bknag leH BapuaHt [eHoTUn Bknag
- rs7774434 c/C - rs11117432 A/A
TNPO3 rs12531711 A/G RPS6KA4 rs538147 A/A
IL12A- rs485499 T/T - rs6421571 T
AS1,LINCO1100
PLCL2 rs1372072 A/A FBXL20 rs7208487 G/T
- rs7665090 G/G - rs12134279 c/C
SPIB rs3745516 A/G NAB1 rs10931468 c/C
- rs968451 G/T RAD51B rs911263 (@2)
- rs860413 A/A CLEC16A rs12924729 A/G
TIMMDC1 rs2293370 G/G ELMO1 rs6974491 G/G
MMEL1 rs10752747 G/T
EXOC3L4 rs8017161 A/G
TNFRSF1A rs1800693 (2)
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OcTeoapTpo3
CpeaHuin puck 6.5%
Baw puck 6.83%

OcTeoapTpo3 — 3T0 XpoHMyeckoe 3aboneBaHue CyCcTaBoB, MPU KOTOPOM MPOUCXOAUT
pa3pyLUeHne XPALLA U CHMXKAETCS MNOTHOCTb KOCTU, HAXOASLWENCS HENOCPEACTBEHHO
noA XpAaweBon TKaHbto. CuntaeTtcs Hambonee pacnpocTpaHeHHON HGOPMON NOPAXKEHUS
cyctaBoB. CuMnToMbl MOryT npoasnsaTbes yke B 40-50 net, a 6aumke K 80 oHM
OTMEYAIoTCS NPAKTUYECKHM Y BCEX.

[o 40 neT ocTe0apTpO3 Yalle BCTPEYAETCS Y MYXXUMH, YEM Y XKEHLLMUH, U IBASETCS, KaK
npasuno, cneacTesnemM TpaBMebl. B 6onee 3penomM Bo3pacte eMy 04MHAKOBO
noaBepXeHbl 1 Te u apyrue. [NepBbiM NPU3HAKOM 0CTe0apTpo3a sBnseTca 60nb B
CyCTaBe, KOTOpas BO3HWMKAET Npu Harpy3ke, HO BbICTPO NPOXOAMT B NOKOE.

BHewHe oTMeyvaeTcs Hebonbloe yBennyeHme cyctaBa B pasMepe. Co BpeMeHEM MOXET
Npoun30MTK ero aedopmaums BNaOTb 4O MNONHOMO OrpaHMYeHus aBmxkeHus. Ha
CEroaHsLWHMN AeHb OCHOBHbIM CNOCOOOM Tepanum 0CTe0apTpO3a ABNSETCS ieyebHas
dU3KyNbTypa, HaLeNeHHas Ha NOCTOSIHHOE NoaaepKaHue Heobxogumoro obbema
OBWMXKEHMUS U CO34aHUS LMKAOB OKATUA-PACTSKEHMS CYCTABHOMO XpsLwa.

ITOT XXe MeToa ABNSETCS M NPOPUNAKTMKON AaHHOro 3abonesaHus. Nommumo
yNpaXxXHeHMM NCNob3yloTcsa 06e360nnBatoLMe Npenapatsbl, @ B HEKOTOPbIX C/ly4as —
TPAHCMAHTAUMIO XPSILLEBbIX KNETOK.

[eHeTHMyecKkmne @akTopbl pMCKa 0CTE0APTPO3a

BapVIaHTbI, nosbllWavOWmne pnUck

leH BapuaHt [eHoTun Bknag
COL11A1 rs1241164 c/C
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JCCeHUMANbHbIM TPEMOP

CpegHui puck 0.4%

Baw puck 0.72%

JCCeHUuManbHbIM TpeMOp — 3TO YacTO BCTpevatoLleecs nporpeccmpyroLlee
HeBponoruyeckoe 3abosieBaHme, BbIpaXKEHHOE HENPOW3BOJIbHbIM PUTMUYHBIM
LPpOXXaHMEM pYK, FON0BbI, FON10Ca, HOT M TynoBuwa. Ero pacnpoctpaHeHHOCTb
coctasnsieT ot 0,3 po 6,7% cpeam nuu, Monoxe 40 net n gocturaet 8-17% B 80-90 ner.
B ocHoBe 3a601€BaHMS TIEXUT HAPYLLEHME B3aUMOCBA3EN MEXAY Pa3NNYHbIMU
oTAenamMu rofoBHOro Mo3ra.

B nonoBuHe cnyyaeB OHO SBASETCS HACNeACTBEHHO npuobpeTeHHbIM. Kpome 3Toro, K
dhakTopam pucka oTHOCUTCS Bo3pacT. Hanbonee yactor GopMor NposBneHus
3CCEeHUMANbHOMO TPEMOpPA ABNSETCS ApPOXaHUe pyK, KOTOPOE MOXET YCUNMBATLCA Npu
BbIMNOJIHEHMM HANPaBAEHHbIX ABUXEHUIN (NOLHECEHWE YaLlKKM KO pTY, HanucaHue
TEKCTa) MAM B CTPECCOBbIX CUTYALUMAX, @ TaKXKe Npu BONHEHUM, YCTANOCTH, Npueme
BbICOKMX A,03 KODENHA, HA COMHLE UK OT X0N0aa.

3aTeM K HeMy nocteneHHo A06aBNAOTCS TPEMOP roN0BbI, FO10Ca, A3bIKa, HOT U
Tynosuwa. Jns neyeHns ncnonb3yoT NPOTUBOCYAOPOXHbIE Npenapathbl, BUTAMUHbI
rpynnbl B, 6eTa-appeHob6n10KaTopbl, UHbEKL MM BOTOKCA, NpU HEIDDEKTUBHOCTH
NeKapCTBEHHOM Tepanuu NpUMEeHSIoT ry6oKyH CTUMYASLMIO FOIOBHOMO MO3ra.

[eHeTHnyecKkmne @akTopbl pUCKa 3CCEHLMANIBHOIO
Tpemopa

BapuaHTbl, NoBbIWatoLWmMe puck

leH BapwuaHt [eHoTMN Bknap,

SLC1A2 rs3794087 T/T
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OcTteonopos
CpeaHuin puck 4.3%
Baw puck 4.4%

OcTteonopo3y 60sbLie NoABEPXKEHbI XKEHLMHbI: CPeAHUN PUCK 419 XKEHCKON NOMYNsLMM
coctasnseT 15,4%, a pns MyxumH — 4,3%. B Poccum kaxkgas BTOpas XEHLWMHA U
KaXXObIM NATbIM MyXX4YMHa cTape 50 net ctpagatoT 3TuM 3aboneBaHumeM. Npu
0CTeonopo3e KOCTHas TKaHb paspyluaeTcs bbicTpee, yeM hopMmpyeTcs HOBas.

[MocTeneHHO KOCTW CTAHOBATCS MeHee NNOTHbIMKU U Bonee XpPYynKMMU, U Aaxe
He3HauMTeNbHble NAaEHMS U MUKPOTPABMbI MOTYT NPMBOAUTL K Nepenomam. Ha
HaYanbHbIX CTaguax 3aboneBaHne npotekaet 6€CCMMNTOMHO M YaCTO AMATHOCTUPYETCS
TONbKO Nocne nepenoma npu Hebonbwoin Tpasme. C pa3BUTHEM OCTEONOPO3a
NosIBNSOTCA HOOWME 60NN B KOCTAX, YCUAMBAKOLWMECS NPU ABUXKEHUU, HApYLLIAETCS
OCaHKa, YMeHbLUaeTcs pocT. J/ledeHne noabupaeTcs MHAMBUAYANBHO.

[eHeTM4yeckme PakTopbl pUCKa 0CTEeonoposa

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWue prcK

leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoTMN Bknap,

LOC105378305 rs11003047 G/G - rs2908007 G/G

RSPO3,L0C1122  rs10457487 c/C FAM210A rs4635400 G/G

67972

RPS6KA5 rs1286083 T/T FUBP3 rs7851693 c/C

- rs2741856 G/G LOC105375411,S  rs6465508 A/A
EM1

- rs430727 2y - rs6959212 c/C
- rs1548607 A/A
LRP5 rs373%6228 Cc/C
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Ouarosoe obOnbiceHne

CpeaHuin puck 1.41%

Baw puck 1.51%

OuaroBas anoneums — 3T0 NATONOrMYECKOE BbINAAEHME BONOC, MPUBOASLLEE K UX
NOpeAEHMUIO UM MONHOMY MCYE3HOBEHMIO HA onpeaeneHHbIX 061acTax rofoBbl UK
Tena. YactoTa BCTpevyaeMocCTn cpeam HaceneHums konebnetcsa ot 1% no 2,5%.
3aboneBaHne BO3HUKAET B pe3ynbTaTe NOBPEXAEHNS KNETOK KOPHEBOM CMCTEMbI BONOC
(haKTopamMn UMMYHHOM 3aLWMTbI, YTO CBSI3AHO C HApyLeHWeM meTabonmnsma
pPeTUHOMAO0B, OTBEYAKLLMX KPOME BCEr0 NpoYero 3a 31aCTMYHOCTb M pOCT BOJIOC.

CywecTByeT reHeTM4Yeckas npeapacrnonoXeHHOCTb K JaHHOMY 3aboneBaHuio. B
OCTa/IbHbIX C/Ty4YasnX K HEMY NPUBOAST SMOLIMOHANbHbIE CTPECChl, BaKLMHALMS,
BUPYCHble 3a60N1eBaHMS U NPUEM HEKOTOPbIX NpenapaTtos. Ha nepBoit ctaammu 6onesHu
NosSBNAETCA HEGO/bLLOE NATHO 06/1bICEHUSA, KOTOPOMY XapakKTepHO NMOKPACHEHUE,
COMPOBOXAAOLLEECS HOKEHWEM, 3Y[A0M M MOBbILEHHON YYBCTBUTENIBHOCTHIO KOXM.

B 7% cnyyaeB oHO nepepacTaeT B MOJIHYO NMOTEPIO BOMOC Ha FOJIOBE UM HA BCEM Tene.
Ouaru BbiNafleHMst BONOC MMEKT OKPYI/ible MK OBasibHble 04epTaHus. Bonocbl BOKpyr
HUX HEYCTOMYMBBI U MPU C1abOM NOTATMBAHMM BbINaAalOT HEOObLIMMM MyUYKaAMM.

3aTeM NpoOUCXOAUT CIUSIHUME HECKOJIbKMX 04aroB B OAMH KPYMHbIM Y4aCTOK 06nbiCeHMS,
KOTOPbIA CTAHOBUTCS 3aMeTeH Ans okpyxatowmx. Okono 25% nopen nMerT Takxe
OTK/IOHEeHMS B HGOpPMMPOBaHUM HOrTel. Ecim naumeHT He ovyeHb 06ecnokoeH noTepen
BOJIOC, LLenecoobpasHo NpUAEPXKMBATLCSA TaKTUKKM HABNOAEHUS U BbKMAAHMS. B MHOM
C/lyyae yale BCero Ha3HavyalTCs ropMOHaNbHble npenapatsbl (Kak NpaBuno,
KOPTUKOCTEPOUAbI).
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[eHeTnyeckmne @akTopbl pMCKa 04aAroBoro
0bnbICeHUS

BapuaHTbl, NoBbIwakoLWLme puck

leH

TSBP1-AS1
BTNL2

IL2RA

STX17

BapuaHT

rs9275572
rs3130320
rs3763312

rs3118470

rs10760706
rs4147359
rs7682241

rs16898264

leHoTUN

G/G
c/C
A/G

T

/T
A/G
G/T
A/G

Bknap,

52

BapwuaHTbl, CHUXatoWwue puck

leH

ERBB3
IKZF4,L0C10536
9781
TSBP1-AS1,TSBP
1

LOC102723878

BapuaHT

rs1024161
rs705708
rs1701704

rs6910071

rs11155700
rs9479482
rs694739
rs6932542

leHoTUN

c/C
G/G
/T

A/A

A/A
2
A/G
A/G

MHorodakTopHble 3aboneBaHus

Bknap,

100000000000
R ILTTITI LT ]
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[Mnotnpeos
CpeaHuin puck 0.9%
Baw puck 0.97%

B cpegHem B nonynauuu runotnpeos passusaetcs 'y 0,9% MyxumH n'y 4,8% XeHLUH.
3aboneBaHne BO3HMKAET M3-3a HApYLUEHMS paboTbl LLMTOBUOHOM Xene3bl, CBS3aHHOMO
C €€ He0CTaTOUYHbIM Pa3BUTMEM UK C AQYTOMMMYHHbIMM Npoueccamu. Mpu
rMnoTMpeose NpomcxoauT cbor 6enKoBoro n yrneBogHoro obmeHa.

CHayana oH NpoaBASeTCs BANOCTbIO, MEAUTENBHOCTBIO, CHUXKEHUEM
paboToCNOCOOHOCTH, BbICTPOM YTOMNSEMOCTBIO, COHNMBOCTbIO M CNAaboM NaMAaTbio.
3aTeM K 3TUM CMMNTOMaM NPUCOEAMHSOTCA CYXOCTb KOXM, OAYTI0BATOCTb NLA U
OTEYHOCTb KOHEYHOCTEW, rpybblit FON0C, NOBbLILIEHHAA NOMKOCTb HOITEN, BbiNageHue
BOJIOC, YBE/IMYEHME MACChI TENA, OLWyLeHMe 396K0CTM M 3anopsbl. [ns neyeHus
rMNOTUMPEOD3a MCMNONb3YHT FOPMOHAJIbHYO TEpPANMIO.
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[eHeTHMyeckne @akTopbl pUCKa rmMnoTMpeosa

Bapl/IaHTbI, nosbllWawWmne pnuck Bapl/IaHTbI, CHMXawuwmne puck
leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoTMN Bknap,
TG rs121912648 Cc/C FLT3 rs76428106 T/T
SH2B3 rs3184504 T/T - rs4409785 T/T
LOC107986195 rs76342258 G/G PTCSC2 rs925489 C/C
LOC105376819,L rs12138950 A/A VAV3 rs4915077 T/T
0C105376817
PDE10A rs1079418 A/A AP4B1-AS1,PTPN  rs2476601 G/G
22
MTF1 rs3748682 T/T LOC107986598,L rs10223666 G/G
0C105375069
BACH?2 rs661713 A/A PDESB rs1479567 G/A
RAD51B rs3784099 G/A - rs3087243 A/A
PDE8SB rs4704397 G/A TNFRSF14 rs2234167 G/G
- rs35703946 G/A - rs9273370 G/A
- rs12271161 G/A - rs2517532 A/G
INSR rs7508679 c/C ELMO1 rs60600003 T/T
- rs10917477 G/G EDARADD rs12117927 C/C
TG rs1810396 A/G LINC02621 rs10821973 A/A
IRF4 rs1050976 T/T ATXN2 rs10774625 A/A
- rs484959 c/C VAV3 rs17020055 A/A
- rs3129720 c/C SPATA13 rs9511143 T/T
TERT rs7705526 C/A - rs11675342 /T
- rs221774 G/G - rs6914622 G/T
INSR rs4804416 G/G STAT4 rs7582694 G/G
NFIB rs10961534 A/G
ARID5B rs71508903 (2)

> rs2111485 A/G
- rs10748781 A/A
ZBTB10 rs1051920 c/C

KEAP1 rs35074907 G/G
ZNF804B rs10248351 /T
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bonesHb nepmndepnyecknx aptTepmm

CpeaHuin puck 1.56%

Baw puck 1.61%

bonesHb nepudepnyeckmx aptepuin B pOCCUMCKOM NONYNSuumn BCTpevaeTcs
npnbnusutenbHo y 2,5% HaceneHus, npu 3TOM XeHLWmMHbl 6oneeloT B 2 pa3a valle, YeM
MY>XUYMHbI. Pa3BuTuio 6onesHn nepudepunyeckmx apTepuii B NepByo ovepeab
cnocobcTByeT atepocknepos. [1pu atepockiepose XMpoBble OTNOXKEHNUS (BNSLLIKHK)
HaKanjInBalTCA Ha CTEHKAX apTepuit U YMEHbLUAKT KPOBOTOK.

Pexe npnumHamm 6onesHn nepudepuyecknx aptepmi MoryT bbiTb BOCMaNeHMe
KPOBEHOCHbIX COCYA0B, NOBPEXAEeHNEe KOHEYHOCTEN, HEOObIYHOE pacnoNoXeHne
CBA30K MK MblwL, PakTopaMu pucka 6onesHu nepndepmyeckux aptTepmun SBASIOTCA:
BO3pacT ctapwe 50 neT, KypeHue, caxapHbln AnabeT, OXXMpeHue, apTepmnanbHas
rMnepTeH3usl, NOBbIWEHHbIA YPOBEHb X0NeCTePUHA U TOMOUMCTENHA, Hanu4mne
pPOACTBEHHMKOB C CEpAEYHO-COCYAMCTbIMM 3aboneBaHnaMm. K cumntomam 6onesHu
nepudepuyecknx apTepuim OTHOCATCS: 6oie3HeHHbIe Cna3Mbl B OAHOM MU 060MX
6enpax, XxpoMOTa Npu NepeaBUNKEHMM HA onpeaeneHHoe pacCToHME, OHEMEHUE UK
CNaboCTb HOT, 396KOCTb B HMXKHEN YaCTW HOT, NOSIBNIEHWE HA KOXe HOT U CTYMHEMN
HEe3aXXMBAOLWMX 3B, UBMEHEHME LBETA KOXKHbIX MOKPOBOB HOT, BbiNageHWe unm
3aMefneHne pocTa BONOC HA HOrax, 3aMefjieHne pocTa HOrren Ha Horax, OTCYTCTBUE
nnm ocnabeBaHune MysibCa HA HUXKHMX KOHEYHOCTSX, a TAKXKE 3peKTUNbHAs AUCHYHKLMS
Y MY>KUYMH.

JleyeHne 6onesHn nepudepuyecknx apTepui BKIOYAET n3MeHeHMe 06pasa XM3HK,
NeKapCTBEHHYIO Tepanuio, a TakXXe XMpypruyeckoe BMellaTenbCTBO Npu
HeobxoaAnMOoCTU. JleyeHne HaNpaBAEHO HA CHWXXEHME PUCKA CEPAEYHO-COCYAUCTbIX
3aboneBaHui, yMeHbLIEHME CUMITOMOB XPOMOTbI, yaydlleHne MOObUNbHOCTM 1 0bLero
KayeCTBa XXM3HWU 1 NpefoTBpaLLEHNE OCNOXKHEHUN.
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[eHeTMuyeckme pakTopbl pucka 6onesHu
nepudepunyeckmux aptepum

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck
leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
CHRNB4 rs10851907 A/A LPA rs118039278 G/G
PTPN11 rs11066301 G/G TCF7L2 rs7903146 c/C
CELSR2 rs7528419 A/A - rs2107595 G/G
- rs138294113 c/C LPL rs322 C/A
MMP3 rs566125 Cc/C
F5 rs6025 Cc/C
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Tupeonaunt XawmmoTo

CpegHui puck 0.53%

Baw puck 0.57%

Tupeonant XawmnMoTo (ayTOMMMYHHbIA TUPEOUOMUT) — 3TO XpOHUYecKoe
BOCManuTenbHoe 3aboneBaHue WHUTOBUOHOM Xenesbl, CBA3aHHOE C HapYLUEHUEM
paboTbl MMMYHHOM cuCTeMbI. BcTpeyaeTca y 3-4% Hacenenus. XKeHwmHbl 60n1€etoT B

4-8 pas yale MY>X4MH.

[MpUYMHbBI BOSHUKHOBEHWUS M Pa3BUTUS A0 KOHLLA He ICHbI. [Togo3peBaeTcs YacTUYHbIN
reHeTMYeckunii aedekT UMMYHHOM CUCTEMDI, MPU KOTOPOM B KETKaX IHAOKPUHHbIX
XKeNie3 NpoMCXoasnT PasIMUHbIE CTPYKTYPHbIE M3MEHEHWUS U BO3HMKAET BOCMANIUTENbHbIN
npouecc. 3aboneBaHne NpPoABAKETCS NOKANbHbLIM (B O4HOM KOHKPETHOM MECTe) Uu
AnbdY3HLIM (pacnpoCTPaHSOLLMMCS MOBCEMECTHO) YNIOTHEHUEM LUMTOBUAHOM
)Kene3sbl, BO3HUKHOBEHWEM CJIOXKHOCTU MPU FOTAHUU U ObIXaHWUU, BCE 3TO MOXET
COMpOBOXAATLCS YMEPEHHOM HONbIO.

AYTOMMMYHHbIV TUPEOUANT, KaK NPaBMIO, pa3BMBAETCA NocTeneHHo. MHoraa cHavana
HabnopaeTcs YpesmepHoe PYHKLUMOHUPOBAHME LMTOBUAKM, A 3aTEM
nporpeccupyrowiee CHuxKeHue. [1ng ne4yeHns NpUMEHSIOT B OCHOBHOM FOPMOHasbHY0

Tepanmuio.

[eHeTnuyecKkne PakTopbl pUcka TMpeomamnTa

Bapl/IaHTbI, nosbllWawWmne pnuck Bapl/IaHTbI, CHMXawuwmne puck
leH Bapuant [eHoOTMN Bknap, leH Bapuant [eHoTMN Bknap,
ATXN2 rs653178 C/C CD44 rs353648 G/T
BACH?2 rs10944479 A/G - rs4889009 c/C
- rs11675434 /T HLA-X rs3094228 T/T
RERE,RERE-AS1 rs301799 /T - rs11602677 G/G

> rs1894407 A/C
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CucrteMHas KpacHas BOIYAHKA

CpegHui puck 0.045%

Baw puck 0.065%

CucTeMHag KpacHas BONYaHKA — 3TO XpOHMYECKoe ayTOMMMYHHoe 3aboneBaHue,
NPUBOASLLEE K PA3PYLUEHUIO COEAUHUTENBHOM TKAaHW M COCYA0B. B pa3Hbix pernoHax
exerogHo 3abonesaet 1 u3 400-2 000 yenosek. bonesHb MOXKeT HayaTbCs B NHOOOM
BO3pacTe, HO Yallle pa3BMBAETCS Y XeHWMH oT 15 no 35 ner.

ToYHbIe NPUYMHBI HE YCTAHOB/EHDI. [TpOCNeXMBAETCS reHeTMYecKas
npeapacnonoXeHHOCTb. MakTopaMm pucka SABASIOTCA BUPYCHbIE MHDEKLMUM,
rOPMOHaJIbHblE U3MEHEHMS, MCMXOIMOLMOHASbHBIE TPABMbI, MOCTOSIHHOE NMpebbiBaHUE
Ha CONHLE, annepruyeckme peakummn Ha NpoayKTbl MUTAHUS U IEKAPCTBEHHbIE
BELLEeCTBa.

3aboneBaHMe 3aKNKYAETCS B TOM, YTO MMMYHHAA CUCTEMA HE Y3HAET cobCcTBEHHbIE
KNETKN OpraHn3mMa M Ha4nHaeT YHUYTOXATb UX. JT10 nposBndaeTca 6onbwnm
KO/in4eCcTteBoOM CMMIMTOMOB M3-3a NOPAXKEHUA TKaHen U COCynoB npakTnyeckn scex
OpraHoB U CUCTEM. OaHUM un3 NnepBbIX MPU3HAKOB KpaCHOVI BO/NYaHKN CTAHOBUTCA
BOCManeHNE CyCTaBOB, N3-3a KOTOPOro orpaHn4ynBaeTca nx nogBmM>XKHOCTb.

an 3TOM BO3HMKAKT CUNbHbIe 6051 1 oTeku. [NosBnsaoTc pa3/inyHble BbICbIMAaHNA Ha
Koxe. Bo3Hukaet HENeEpeHOCMMOCTb APKOro COJIHEYHOIO CBETA.

MoryT 6bITb M ApYyrMe NposaBAEHMS B 3aBUCMMOCTM OT TOFO, KakMe BHYTPEHHME OpraHbl
M cMCTeMbl BoBNeYeHbl. Ho B l060M cnyyae HabnoaaeTcs yCTOMYMBOE NOBbILLEHME
TeMneparypbl Tena, c1abocTb, NoTepsi Beca M bbicTpas yTOMASEMOCTb. g neyeHus
MCMNONb3YHT CTEPOUIHbIE U HECTEPOMAHbIE MPOTUBOBOCMANMTEIbHbIE CPEACTBA,
MMMYHOAENPECCaHTbI.
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[eHeTHMyeckne @akTopbl pUCcKa CUCTEMHOW KpacHOM
BOJIYAHKMU

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck
leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
KIAAO319L rs2275247 T/T JAZF1 rs1635852 T/T
PXK rs2176082 G/G
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bone3sHb KpoHa

CpegHui puck 0.11%

Baw puck 0.13%

[Nuk 3abonesaeMocTn npuxoamtcs Ha Bo3pacTt 20-30 net. BeposaTHOCTb pa3BuTHS
Bonesnun KpoHa y MyxXunH B TeyeHme xun3Hm coctansiet 0,111%, y xeHwmH — 0,183%.
BbonesHb KpoHa BO3HMKaeT bnaroaaps COMETAHUI0 FreHEeTUYECKMX U NMCUXOSTIOTMYECKMX
($aKTopoB, MHPEKUUM 1 NOL, BIUAHUEM OKPYXKAKOLLEN cpenpbl.

Ha puck pa3suTng 3abonesaHns oTpuLaTeNbHO BAUSET KypeHue, NpuMeHeHue
HEKOTOPbIX NEKAPCTBEHHbIX MpenapaToB v ynoTpebaeHne HeKOTOPbIX MPOAYKTOB.
BonesHb MOXeT nopasutb 1060 0TAEN NULWEBAPUTENLHOMO TPAKTa. YacTble CMMMTOMBI
— 60511 B XXMBOTE, KOTOpbIe NOSIBASIOTCS CPa3y Noc/e eapl, YacTble MNO3biBbl K
fedekauuu (B TOM YMC/e B HOYHOE BpeMs), YyBCTBO HEMOSIHOrO ONOPOXKHEHUS
KMLIEeYHMKA. JleueHne HanpaBneHo Ha YyCTpaHeHWe CUMNTOMOB U NOAEpXaHue
peMUCCUN.
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[eHeTMuyeckme dakTopbl pucka 6onesHn KpoHa

Bapl/laHTbI, nosbllWawWmne pnuck Bapl/IaHTbI, CHMXawuwmne puck
leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoTMN Bknap,
- rs3024505 A/A ATG16L1 rs6752107 G/G
UBE2L3 rs2266959 T/T - rs10761659 A/A
CARD9 rs10781499 A/A - rs4409764 G/G
IRGM,ZNF300 rs11741861 A/G IRF1-AS1 rs2188962 c/C
LTBR rs7954567 A/A SLAMF8 rs34687326 A/G
KSR1 rs10775412 A/A CDC37 rs11879191 A/G
- rs1819333 T/T NOD2 rs2066844 c/C
- rs6740847 A/A CREM rs34779708 T/T
SMAD3 rs17293632 T/C GCKR rs1260326 C/C
NDFIP1 rs6863411 T/T RSPO3 rs9491697 A/A
MAP3K8 rs1042058 c/C RFT1 rs2581828 G/G
ZMIZ1 rs1250550 c/C SBNO2 rs2024092 G/G
- rs1456896 T/T CDKAL1 rs9358372 A/A
IL23R rs11581607 G/G LACC1 rs3764147 A/A
- rs2413583 c/C - rs11742570 T/C
MST1 rs3197999 A/G - rs3091316 A/G
PLAU,C100rf55 rs2227564 c/C INAVA rs7554511 A/C
- rs56167332 A/C SP140 rs6716753 T/T
LPP rs56116661 c/C DENND1B rs2488397 G/G
CDH13 rs10492862 A/C GPR65 rs8005161 c/C
IL27 rs28449958 A/G IL1IRL1 rs13001325 T/C
PUS10 rs7608910 A/G THADA rs10495903 c/C
NCF4-AS1,NCF4 rs4821544 T/C IFNGR2 rs2284553 A/G
ERAP1,ERAP2 rs1363907 A/G RTEL1-TNFRSF6 rs6062496 A/G
B,TNFRSF6B
FUT2,LO0C10544 rs516246 T/C BACH?2 rs1847472 A/C
7645
- rs12946510 T/C LRRK2 rs148319899 T/T
BANK1 rs13126505 G/G
IL2RA rs61839660 c/C
STAT3 rs12942547 A/G
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KonopekTanbHbIK pakK

CpeaHuin puck 0.17%

Baw puck 0.17%

KonopekTanbHbiit pak — 0606LWEHHOE Ha3BaHME 310Ka4YeCTBEHHbIX HOBOOOpa3oBaHMi
TONCTOM M npsAMon Knwku. B Mmupe exxerogHo peructpupyetca 6onee 500 000 cnyyaes
3Toro 3abonesaHunsi. OHO MOXeT BO3HUKHYTb B IIOOOM BO3pacTe, HO B OCHOBHOM
obHapyxuBaeTca y ntogen ctapwe 40 ner.

PaK TONCTOM KMLWWKM Yalle BCTPEYAETCS Y XKEHLLMH, @ PaK NPSIMON KMLKM — Y MYXUMH. K
(hakTopaM pUCKa OTHOCAT XapakKTep NUTAaHMA (NUWa ¢ npeobnagaHneM XMBOTHbIX
XMpOB, 6€KOB U caxapa), MaNonoABMXHbIM 06pa3 XM3HM, XpOHMYECKME 3anopbl,
S1I3BEHHbIA KONUT, 6one3Hb KpoHa, afeHoOMY TONCTOM KULWKKW B aHAMHe3e, NOAUMbI, pak
YKEHCKUX TEHUTANIUMA UM MOJIOYHBIX XXeNe3 B aHaMHe3e, HAc/IeACTBEHHYHO
npeapacnonoXeHHOCTb. 3aboieBaHMe ANTENbHOE BPEMS MOXET MPOTeKaTb
6eccMMNTOMHO.

MHoraa yToMnseMocTb M cnabocTb SABNSIOTCA €AMHCTBEHHBIMU €ro NposiBieHMsaMu. B
APYrUX cyyasx Haumbonee pacnpoCcTpaHeHHbIM NMPU3HAKOM SIBNIIETCS KPOBOTEYEHME BO
Bpems aedekaumm. CaM Npouecc MoxKeT 6biTb 601E3HEHHbBIM U Bbi3blBaTb YYBCTBO
HEMOIHOTO OMOPOXXHEHUSA NPSAMON KULLIKM.

CHWMXaeTca anneTuT, NOSBNAKOTCS nepunoanveckume 601K B XMBOTE, nponcxoamnT
M3MeHeHNEe COCTaBa U NMNJIOTHOCTU CTY/a. XMpprl/I‘-IGCKOE ne4vyeHune aBndaeTcd
HeobxoaMMbIM ycnoBueM NoJsIHOro Bbl3A0OPOBIEHUS. ﬂyquaﬂ n XumMmnotepanu4a
MCNONb3YyHTCA KaK BCNOMOraTeJibHblE CpeacTBa.

[eHeTnyecKkne PaKTopbl pUCKA KOJIOPEKTANBbHOTIO

BapwuaHTbl, noBbIWwatoLwme puck BapwuaHThbl, CHUXatoLWue pucK

leH BapuaHnt leHoTnn Bknag, leH BapuaHnt leHoTnn Bknag,
- rs11903757 a) CCND2 rs3217810 c/C

TBX3 rs59336 AT LAMC1 rs10911251 A/C
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[lepBUYHbIN CKNEPO3UPYIOLLUIA XONAHTUT

CpegHui puck 0.024%

Baw puck 0.023%

[MepBMYHbIM CKEPO3MPYIOLWMIA XONAHTUT — 3TO XPOHUYECKOe nporpeccupyouiee
BOCMAJIEHME BHYTPU- M BHEMEYEHOYHbIX XXEJ/TYHbIX MPOTOKOB, NPMBOASLLEE K UX
CY>XEHMI0, B pe3ynbTaTe KOTOPOro NpOMCXOAMT 3aCTOM Xenun. JuarHocTupytoT
3aboneBaHue, kak npaeuno, kK 30-40 rogam, n B 70% cnyvyaeB — y My>XYMH. DTUONOTUS
HEW3BECTHa.

Mpeanonaraercs yyacTme Kak reHeTM4Yeckunx, Tak u npuobpeTeHHbIX HakTopos,
MPUBOASALLMX K aQYyTOUMMYHHOMY MOPAXKEHMUIO U Pa3pYLUEHUIO XKEMUYHbIX NPOTOKOB.
3aCTOsBLIANCS XEeNYb HAYMHAET NOCTYNATb B KPOBSHOE PYC/0, M Yy YENOBEKA
pa3BMBaeTCs XenTtyxa. HaunmHaeTcs 60ne3Hb 06bIYHO NOCTENEHHO U 6eCCMMMNTOMHO.

B manbHenweM nosBnseTcs KOXHbIV 3ya, 06was cnabocTb, MOXENTEHNE KOXM U rNa3s.
YacTo 370 CONpOBOXAAETCS NOXYAEHMEM, MEPUOANYECKMM NOBbILIEHMEM TEMNEPATYPbI
Tena u 6onamu B XxnBoTe. Ha No3gHux ctagnax 3aboneBaHns pa3BMBAOTCA NeYEHOUHas
HeA0CTaTOYHOCTb, MOPTaNbHAS TMNEPTEH3MS, AaCLMT.

Y 60-70% 60nbHbIX BbISIBASIOT CONYTCTBYHOLLME BOCMANUTENbHbIE 3a00/1€BAHUS KULLIKK
(ocobeHHo 6onesHb KpoHa, s3BeHHbIM KonuT). C Lenbto ynyyweHuns COCTOSHMUS
MCNONb3YHTCA MeAMKAMEHTO3HbIe (YPCOAE30KCMXO0NeBas KMC0Ta, hbepMeHThl,
CNa3MonuTUKK, BUTaMuHbl D, K, A, npenapaTbl KanbLms, XonectTupaMuH, NpeaHM3010H)
n xupyprudeckune (APXII ¢ 6annoHHON annataumen u/Mnm CTEHTUPOBAHWEM) METOAbI.
CambIM 3P eKTUBHBIM CNOCOBOM NeYeHns OCTaeTCs TPAHCMNAHTALMS NEeYeHM.
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[eHeTHyeckmne GaKTopbl pUCKa NEPBUYHOIO
CKJIEpO3MPYHOLLEro XOJIAHIMUTa

BapuvaHTbl, NoBbiWakoLLme puck

leH

SH2B3
MST1
CD226

MMEL1

BapuaHT

rs3184504
rs3197999
rs1788097
rs4147359
rs13140464
rs3748816

leHoTUN

/T
A/G
/T
A/G
G/G
AG

Bknap,

64

BapwuaHTbl, CHUXatoWwue prcK

leH
PRKD2

ZDHHC20P2
SIK2,PPP2R1B
HDAC7
LOC105377891

BapuaHT

rs60652743
rs2836883
rs4143332
rs7937682
rs7426056

rs11168249

rs56258221

leHoTUN

A/G
A/G
G/G
/G
G/G
T
/T

100000000000
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bone3Hb bexyeTta

CpeaHuin puck 0.0052%

Baw puck 0.0034%

BonesHb bexueta — 370 peumamsmpytoLee S3BEHHOE NOPAXeHUe CAU3UCTbIX 060104eK
MONOCTH PpTa, a3, NOMIOBbIX OPraHOB, KOXM, A TaKXKe CYCTaBOB U BHYTPEHHMX OpPraHoB.
B 2-3 pa3a vawe BcTpeyaeTcs y My>kinH B Bo3pacte 20-30 net, xoTa HabnogaeTca u
y peten. [MpnyYnHbl BOSHUKHOBEHUS HEU3BECTHbI.

CunTaeTca BO3MOXHbIM CBS3bIBaTb pa3BMTUE 3TOM BONE3HM CO CTPENTOKOKKOM U
BMPYCOM NpPOCTOro repneca. B HeKOTOpbIX CAyvyasax MMeeTcs reHeTMyeckas
npeapacnonoXeHHoCTb. [TposBnseTcs BO3HUKHOBEHMEM A3BOYEK HA C/IM3UCTbIX
060104YKax NONOCTM PTa U FTEHUTANUI, BOCNANEHMEM Na3 (KOHbIOHKTUBUT, YBETUT),
COCYAMUCTbIMM PacCTpOMCTBaMuM (TPOMBO3bI, aHEBPMU3MbI), HAPYLLIEHUSIMU PabOTbI
cepALa (BOCNaneHuns MbilevyHblX 060104eK CepaLa) U XXenyaovyHO-KULWEYHOro TpakTa
(NoHoc, ToWwHOTA). [Ing nevyeHns NnpuMeHSeTca B OCHOBHOM MeAMKAMEHTO3Has Tepanus.

[eHeTHYeckmne GakTopbl pucka 6onesHn bexyera

BapVIaHTbI, CHMXawLwme pnck

leH BapuaHt [eHoTUn Bknag
IL19,IL10 rs1518111 c/C
- rs924080 a)
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CnHApoM cnabocTn CMHYCOBOIO Y33

CpegHui puck 0.03%

Baw puck 0.026%

CuMHApOM €naboCcTu CMHYCOBOrO Y3713 — 3TO HapyLLeHWe puTMa cepaeyHblX
COKpaLLEeHUI, BbI3BAaHHOE pPAAOM (PAKTOPOB, CHMXKAKOLWMX QYHKLMOHANBbHYIO
CNOCOBHOCTb CMHYCOBOTO y3/1a. PacnpocTpaHeH cpeam nnL, NOXKUAOro U CTapyeckoro
BO3pacTa, HO B peAKMX CIy4asnx MOXeT HabnwaatbCsa y AeTer M NoapoCTKOB.
OAMHAKOBO YaCTO CUHAPOM BO3HUKAET Y MYXKUMH U KEHLLMH.

B ero ocHoBe nexuTt AnchyHKUUS CMHYCOBOrO y3/1a, BO3HMKAKOLWAS NO4 BAUSHUEM
pa3fnyHbIX NaTonornyeckmx dakTopos. MNpuunHamu MoryT BbiTb 3ab0neBaHms
MWOKapAa, apTepuanbHas runepTeH3ns, Xupypruyeckas TpaBMa cepala, HapyweHus
KOCTHO-MbILIEYHON CUCTEMBI, TMNOTMPEOD3 U Nepefo3npPOBKa HEKOTOPLIMU
npenapatamu (Hanpumep, cepaeyvyHbiMU rUKo3naamMm). Moxet nepenaBatbCs no
HacneacrT.y.

Ha paHHMX cTagmsx npoTtekaeT 6eccuMnToMHO. CO BPEMEHEM MOXHO 3aMETUTb
M3MEHEHME MYNbCa, OH CTAHOBUTCS HEPETYNSPHbIM UM 3aMef/IeHHbIM. Mo3xe
NosSIBNSIETCS YYBCTBO YCTANIOCTU, IMOLIMOHANbHAS N1abWUAbHOCTb, OAbIWKA U 3arpyAUHHbIE
60u1, CBA3aHHbIE C YXYALIEHWEM MO3rOBOro U nepmudepmnyeckoro KpoBOTOKa.

NHorpa cnyyaroTcs 06Mopoku, NpeaBeCcTHUKAMM KOTOPbIX SBAAKOTCA pe3kas cnabocTb U
wym B ywax. OHM NpoBOLMPYIOTCS KalLeM, HOLEHMEM TECHOMO BOPOTHMYKA MU
pe3KMM MNOBOPOTOM rosioBbl. Ha 6osiee NO3gHMX CTaaMaX NOSIBASETCS PUCK BHE3AMHOM
cepaevyHon cMepTu.

O6bem Tepanuu 3aBUCKUT OT NPUUNH BO3HUKHOBEHMS U CTENEHU TAXKECTU HAPYLLEHMS.
Bo MHOIMMX cnyyasix NpUMEHSIOT UMMAAHTALMIO 3N1eKTPOKapANOCTUMYNATOPA.
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[eHeTMyeckme hakTopbl pUCKka CMHAPOMA CNaboCcTu
CMHYCOBOrO Y313

BapwuaHTbl, CHUXatoWwue puck

leH BapuaHT [eHoTMN Bknap,
HOMEZ rs1055061 Cc/C
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KepaToKoHYyC

CpeaHuin puck 0.086%

Baw puck 0.052%

KepaTtokoHyc — 310 3aboneBaHue rnasa, npu KOTOPOM porosuLa NpMHUMaeT
KOHWYeCKyo $OopMy, Bbi3blBasi PE3KOE CHUXEHWE 3pUTesbHbIX CMOCOBHOCTEN.
PacnpoctpaHeHHocTb cocTtasnseT 1 cnyvan Ha 1 000 yenosek. Yalue Bcero
NpOsIBNSETCS yXKe B NOAPOCTKOBOM BO3pacTe, a NMK npuxoamtca Ha 20-30 ner.

OcHOBHas npuynHa BO3HMKHOBEHMUS He BbisiBNeHa. [1pegnonaraercs, 4To KepaToOKOHYC
MOXET MOSBUTLCS U3-3a FreHeTMYEeCKOoro gedekTta unm ctaTb NOCNeACTBUEM APYroro
3aboneBaHus. NepBble NpU3HaKM 3TOM 60NE3HM MOXOXM HA CUMMTOMBbI pedpakLnm
(6n1M30pyKOCTU M aCTUIrMaTU3MA), MO3TOMY MHOTAA AOCTATOYHO C/IOXKHO Cpasy
MOCTABUTb TOYHbIA AMArHO3.

Mo Mepe pa3BuTuAd, 3peHune yxyalaetcd, OoTMedaloTca ABOEHUE B 1a3aX, pa3MbITOCTb U
HEPOBHOCTb oqepTaHMﬁ MCTOYHMKOB CBeTa. Ha no3aHMX ctagusax, Kak npasuno,
pa3BUBAETCA CBETOO0SA3Hb U 4YyBCTBO NOCTOAHHOIO YTOMNEHUA a3, CBA3aHHOE C
4acTon HeobXx0aAMMOCTbHO WypHUTbCA. B 310 X BpeMAa NMponcxognTt KOHycosmaHoe
BbINnA4YnBaHME pOroBuLbl.

Ha Helt MoryT popMmpoBaTbCs pybLbl, KOTOPbIE eLe CUbHEE YXYALWAT 3peHne. [ns
NeYyeHns NCNOJb3YIOT JIeKapCTBEHHbIE pacTBOpPbLI M Bo3aencTeme YD-usnyyeHus.

[eHeTM4Yeckme PaKTopbl pUCKa KePAaTOKOHYCA

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoWwue puck
leH BapuaHT [eHoTMN Bknap, leH BapuaHt [eHoTMN Bknap,
- rs1536482 A/G FNDC3B rs4894535 Cc/C
COL5A1 rs7044529 c/C
- rs9938149 A/C
- rs2721051 c/C
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PeBMaTtouaHbIin apTpuUT

CpeaHuin puck 0.46%

Baw puck 0.35%

PeBMaToMAHbINA apTPUT — 3TO XPOHUYECKOE BOCMANUTENIbHOE ayTOMMMYHHOE
3aboneBaHune, OCHOBHbIM MPOSABIEHUEM KOTOPOrO SABNSETCS OAHOBPEMEHHOE
MopaXxeHMe HECKOMbKMX, Yallle MEeNIKMUX, CYyCTaBOB. PacnpocTpaHEHHOCTb BO BCEM MUpE
cocTaenset npumepHo 0,5-1% HaceneHus. XXeHumHbl 60N1e0T B TpM pasa yalle
MYXKUMH.

B ocHoBe 3ab6oneBaHus NeXMUT XpOHUYECKOe BOCnaneHne 060104KM CyCTaBa,
NPMBOASLLEE K HAPYLWEHUIO ero GyHKLMU. DTO CBA3AHO C TEM, YTO UMMYHHas cMCTeEMaA
opraH13ma owmrbOoYHO pacno3HaeT COOCTBEHHbIE TKAHWU KakK Yy>KepPOAHbIE U aTaKyeT UX.
PeBMaTOMAOHbIV apTPUT MOXKET Ha4aTbCA C N0OOro CycTaBa, HO Yalle BCero CTpafatoT
ManbLbl ¥ 3aNACTbS.

O6bI4YHO MOopaxeHMe NPOMCXOAUT CUMMETPUYHO, TO €CTb MOBPEXAAKTCS OAUHAKOBbIE
CyCTaBbl CIpaBa M cneBa. Bce 310 MOXET CONpPOBOXAATLCS YCTANOCTbIO, CIABOCTLIO U
yTPEHHEN CKOBAaHHOCTbIO B CyCcTaBax. B page cnyyaeB HabnoaatoTcs rpynnonofobHblie
CMMMTOMbI BK/HOYAS HEBbICOKMI Xap.

3aboneBaHue NpoTekaeT BONHOO6PA3HO C Nnepuoaamm o06ocTpeHus. EMy Takxke
CBOWCTBEHHbI MOTEPS anneTuTa 1 Beca, Aenpeccus, aHeMus, XONOoAHbIE U/UNK NOTHbIE
NafoHM U CTYMHU, HapyLIEHWE PabOTbI C/IIOHHbIX M CNE3HbIX XXeNe3, BOCnaseHue
nepukapaa v CTEHOK COCYA0B M MOpaXKeHUe KnanaHos cepaua. [nsa nevexus
MPUMEHSAETCA MeIMKaMEHTO3Hasa Tepanus.
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[eHeTHnyeckne @akTopbl pUCcKa peBMATOULHOIO

apTpuTa

BapuaHTbl, NoBbIwakoLWLme puck

leH

PLD4
PDE2A,LOC1053
69379

PRKCB

ARID5B
PTPN2
ANXA3

BapuaHT

rs12529514
rs2841277
rs3781913

rs7404928
rs4937362
rs10821944
rs2847297
rs2867461

leHoTUN

2
/T
/T

/T
/T
G/T
A/G
A/G

Bknap,
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BapwuaHTbl, CHUXatoWwue puck

leH

NFKBIE

PRKCH

GCH1
CCR6,LO0C10798
6672

BapuaHT

rs2280381
rs657075
rs2233434

rs1957895
rs6932056
rs6496667
rs11900673
rs3783637
rs1571878

leHoTUN

c/C
G/G
A/A

/T
/T
¢/C
c/C
“2
“

MHorodakTopHble 3aboneBaHus
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Butunuro
CpeaHuin puck 2%
Baw puck 1.87%

Butunmro — 3to HapyweHue NUrMeHTaLmMmn KOXK, BbI3BBAHHOE UCYE3HOBEHUEM
MENIaHMHA Ha OTAENbHbIX y4acTKax Tena. 3aboneBaHne pacnpoCTPaHEHO BO BCEX
CTpaHax MMpa M MOXKET Ha4YaTbCs B JIIOOOM BO3pacTe, HO Yallle BCTPEYAETCA Y KEHLLMH
“ B MONoaoM Bo3spacTe. [pMynHa n MexXaHU3M ero pa3BUTUS OKOHYATE/IbHO He
onpeneneHoi.

NMeroTca oaHHbIE O TOM, YTO NPeApaCnONOXKEHHOCTb K BUTUIMIO MOXET NepeaaBaTbCs
Nno HacneancTsy, a Takke 60nbWOe 3Ha4YeHMEe B BO3HMKHOBEHUM 3TOM0 HAPYLLEHMUS
MMEIT CTPECCOBbIE COCTOSAHUS, NepeHeCeHHble MHPEKLMOHHbIE 3aboneBaHMs,
XpOHUYeckne 60ne3HN BHYTPEHHMX OPraHOB, MHTOKCMKALMM, KOHTAKT KOXM C
HEKOTOPbIMM CUMHTETUYECKMMU TKAHAMU M PU3nyeckmne TpaBMbl. B pesynbrate
AENUIMEHTALMM Ha KOXE MOABASOTCA pa3fIMiHON BENMUMHBI U hOpMbl Benble NATHA C
yeTknMn KpasmMn. OHM NOCTENEHHO YBENMYMBAKOTCS B pa3Mepax, CIMBAOTCA, 06pa3sya
o6wmrpHble obnactu 6en0-MONOYHOrO LBETA.

Bonockl B 3TMX MecTax Takxke obecupeumBatotcs. Ouarm MOTYT BO3HUKATb
NMOBCEMECTHO, HO Yallle BCEro Ha Nunue, KUCTAX, NOKTAX M KoneHax. OTaenbHble NaTHA
MOTyT CaMONpoOn3BOJZIbHO NCYE3aTbh.

Jltopam ¢ BUTMAMIo cnepyet n3beratb NPAMbIX CONHEYHbIX Ny4vei. JledeHne HanpasieHo
Ha YCTpaHeHMe KOCMeTUYeCcKoro aedekTa 1 BOCCTAaHOB/IEHWE eCTECTBEHHOM
nurMeHTaumu. [Ins 3Toro ucnonb3yercs GOToOXMMMOTEPANMS, @ B HEKOTOPbIX Cy4asax —
nepecagka Koxm.
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[eHeTHMyeckne @akTopbl pUCKa BUTUIIUTO

Bapl/laHTbI, nosbllWawWmne pnuck Bapl/IaHTbI, CHMXawuwmne puck
leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoTMN Bknap,
- rs9271597 A/A LOC107984363,T rs1126809 A/A
YR
- rs148136154 c/C TEF rs9611565 c/C
LPP rs13076312 T/T C1QTNF6 rs229527 c/C
RALY rs6059655 G/G IKZF4,L0C10536 rs2017445 G/G
9781
UBASH3A rs12482904 T/A SLC1A2 rs1043101 A/A
BACH?2 rs72928038 G/A DEF8 rs4268748 T/C
- rs2247314 T/T - rs4807000 G/G
- rs60131261 TTTA/- - rs11021232 T/T
TNFRSF11A rs8083511 A/C - rs231725 G/G
GZMB rs8192917 T/C PTPRC rs16843742 T/C
IRF3,BCL2L12 rs2304206 G/G - rs2111485 G/A
CASP7 rs12771452 G/G AP4B1-AS1,PTPN  rs2476601 G/G
22
IRF4 rs12203592 C/C HERC2 rs1635168 C/C
RERE,RERE-AS1 rs301807 G/A PPP4R3B rs10200159 T/T
CPVL rs117744081 A/A
FOXP1 rs34346645 C/A
IL2RA rs706779 T/C
TG rs2687812 T/A
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bonesHb Anburenmepa

CpeaHuin puck 4.9%

Baw puck 4.77%

bone3Hb AnbureriMepa B TeYEHUE XMU3HM Pa3BUBAETCA Y 4,9% MYXUUH U 7,7 % KEHLIMH.
Puck pa3sutus 6onesHun noebiwaeTtcs nocne 65 net. 3abonesaHne — Hanbonee yacras
MpUYMHA CTapyeckoro cnaboymus.

OcHoBHas YepTa 6onesHn AnbureriMepa — NpoOrpeccupyroLLee CHUXEHNE KOTHUTUBHbIX
dYHKUMI, CBA3aHHOE C pa3pylleHneM 60MbLIOro KoM4YecTBa HepBHbIX KNeTok. [Npu
6onesHn AnbureriMepa B TKaHSIX rOJIOBHOMO MO3ra HaKamnJMBalTCA HEMPABUIbHO
CBEPHYTble BenKun, OHM CIMNAKOTCA APYr C APYrOM U NOBPEXAAIOT CBA3N Mexay
HEepBHbIMU KNeTKaMu. [TpUUMHbI BO3HUKHOBEHMS TakOM NAaTONOrMMU HEU3BECTHBI.

Ha paHHel ctaguu 60n1e3Hb NpoaBnseTcs 3abbIBYMBOCTbIO M HECMOCOOHOCTbIO
BOCCTAaHOBMTb B MaMsATU HeaaBHMe cobbiTus. [o3xe YyenoBek nepecTaeT y3HaBaTb
3HAKOMble NpeaMeThl, MOCTOSIHHO pacCTpaMBaeTCs, BNAaAAET B AENPECCUIO U
6ecnokoricTeo. [ogBnseTcs 6e3pasiMune K OKpYKatoLWnM npeaMeTam, Niaam u
cobbiTUsAM.

3aTeM HAYMHAKTCA ranouMHaLMK, BO3HUKAOT BpenoBble naen u npobnemsl c
xoabbow («WwapKarolwasa noxoaka). NaumeHT nepectaeT y3HaBaTb HM3KMX
pOACTBEHHMKOB. Ha NO3aHMX CTaaMsaX YenoBeK NOMHOCTbIO TepseT CNOCOBHOCTb K
CaMOCTOSTENIbBHOMY MbILWIEHUIO U MEepenBMKEHMIO.

Moka He HalaeHbl CNocobbl neyeHus 6onesHun Anburerimepa. [LocTynHble METOAbI
Tepanuu CnocobHbl TONbKO 061erYUTb CUMMNTOMBI.
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[eHeTMuyeckme pakTopbl pucka 6onesHu
AnburemMepa

BapuaHTbl, NoBbIwakoLWLme puck

leH

LOC105370500,F
ERMT2

ABCA7

NYAP1
LOC105373605
PTK2B

SORL1

BapuaHT
rs17125924

rs3752246
rs12539172

rs6733839
rs73223431
rs11218343

leHoTUN
A/G

/G
C/C
T
T
/T

Bknap,
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BapwuaHTbl, CHUXatoWwue puck

leH
SLC24A4

CLU
LOC105375056,T
REM2

BapuaHT
rs12881735

rs9271058
rs9473117
rs3851179
rs9331896
rs75932628

rs138190086

leHoTUN
Cc/C

/T
A/A
T
T/C
c/C

G/G

100000000000
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OTtocknepos

CpegHui puck 2.5%

Baw puck 2%

OTocknepos — 370 3aboneBaHme, XxapakTepusyrLeecs 3Ha4YMTENbHbIM YXYALLEHNEM
WK Jaxe noTepen Cnyxa M3-3a NaTtosorMyeckoro pa3pactaHus TKAaHU KOCTHOTO
nabupuHTa yxa. Yactota pacnpoctpaHeHus coctaBnseT 4-8% B obwen nonynauuu.
BcTpeyaeTcs B OCHOBHOM Y XeHLWMH B Bo3pacTe 40-45 neT, HO BbIBAKOT U UCKIOYEHMUSI.

[MpUUYMHbBI pa3BUTUS OTOCKNEpO3a Hen3BecTHbl. Y 60% 60nbHbIX eCTb aHaNOrMYHbIe
Cnyyau B CeMbe, MO3TOMY NpeanosiaraeTcs HacnenoBaHue 3abonesaHus. Pa3euBaeTcs
OHO OYeHb MeAJIEHHO, M TONIbKO B HEKOTOPbIX Cy4assX HOCUT NPOrpeccUpyoLmi
Xapakrep.

TeueHune 60ne3HU MOXET Ha Kakoe-TO BPeMSl NPUOCTaHABAMBATLCS 3aTeM Noj
BO34eNCTBMEM HebnaronpuaTHbIX GaKTOPOB CHOBA BO30OHOBASATLCSA, MPMBOASA K
abcontoTHoM rnyxoTe. OTMeYaloT Cneayolmne CMMNTOMbI OTOCK/IepO03a: HapacTaLwas
TYroyxocTb (06bI4HO Ha 06a yxa), yiyylieHne ciyxa B WyMHOM 06CcTaHOoBKe, 60/IbHOWM
N10X0 pa3bupaeT peyb NPU rOTAHMUM U XKEBAHMU, THKENO MEPEHOCUT NMOCTOSHHBIN LWYM
B ywax, B 40% cnyyaeB Habnogaetcs ronoBokpyKeHue. Ha niobon cragmm
3ab0n1eBaHMe MOXHO IeYnTb MEANKAMEHTO3HbIM MYyTEM.

PerynsipHblii NpueM NeKkapcTB BAeYET HE3HAUUTENbHBIE YYYLLEHUS Y)KE B CAMOM
Havane Kypca, OLHAKO XMpypruyeckoe BMeLaTenbCcTBO, B 60/bLUMHCTBE C/TyYaeB,
Hen3bexHo. B kauecTBe anbTepHaTUBbI UM AOMNOHEHUS K ONEPATUBHOMY JIEUEHUIO
MPUMEHSIOT CYXOBble annaparbl.

[eHeTnYecKne PakTopbl pMCKA OTOCKIEepO3a

BapwuaHTbl, CHUXatoWwue prck

leH BapuaHT [eHoTMN Bknap,
RELN rs3914132 T/T

75



0000000000000000000000000000000000000000000000000000000000000000000000000000000000 Jeseee0s0000
$000006000060000000000000000000000000000000000000060000600000000000000000000000000s VIHOTODAKTOPHBIE 3360NIEBAHNS  |pese0000000

AHeBpM3Ma OpIOLWHOro oTaena aopThl

CpegHui puck 3.9%

Baw puck 3.34%

AHeBpu3Ma GPIOLLHOIO OTAENA a0PThl BCTPEUYAETCS Yallle Y MY>KUYMH. DTO
NnaTosorMyeckoe pacluMpeHme npoceeTa 6pIOLLIHOro oTAeNa aopTbl, KOTOPOE
3aM0JHAETCS KPOBbIO M MOXKET YBEMYMBATLCS B pa3Mepe. OCHOBHAs NpuymnHa
BO3HMKHOBEHWS aHEBPU3MbI — MOPAKEHWUS A0PTbI, KOTOPbIE CHUXAOT NMPOYHOCTb U
3/1aCTUYHOCTb COCYAMUCTOM CTEHKM.

JT0 yale BbI3BAHO aTEPOCKIEPO30M, KOraa M3-3a 06pa3oBaHMs XONeCTEPUHOBbIX
6nsweK HapyLwaeTcs LenoCTHOCTb apTepun. 3HAUUTENIbHO pexxe aHeBpu3Ma BpOLWHOro
oTAena aopTbl NOSIBNSETCS BCAEACTBUE TPABMbI, MHDEKLMU AN BPOXKAEHHbIX
3abonesaHui. K haktopaM pucka OTHOCUTCS BbICOKOE apTepuanbHOe AaBeHUe,
OTArOLLEHHAa HACNeACTBEHHOCTb, BO3pacCT CcTaplue 55 net, n3bbitouHas macca tena u
KypeHue.

CMMNTOMbI @aHEBPUM3MbI: OLLYLLEHME MYNbCMPOBAHUS B XKMBOTE, MOXOXEE Ha
cepauebueHme (Yawe BCero BO3HMKAET B MOJIOXKEHUM NIEXA HA XMBOTE),
anu3oanyeckme cnabbie 601U B HUKHEN NONOBMHE XMBOTA MU NOSACHUYHOM 06nacTu.
NHorpa nauneHToB 6ecnokomt 601b B CTONAX, NO6NEAHEHNE KOXMU HUKHUX
KOHEYHOCTEN, aHOPEKCUSI, OTPbKKA, pBOTA M 3anopsl. [1py paccnoeHnn aHeBpmU3Mbl
4yesioBeK MOXET NOYYBCTBOBATb BHE3AMHYIO C1AabOCTb, FONIOBOKPYXEHME, YYALLEHHOE
cepauebueHne, cunbHble 60N B XXMBOTE U B HUXKHEW YACTU CMMHDI.

Bo3MoyHa noteps co3HaHMs. B Takux cyyasx HeobxoamMa CpoUHas MeauLMHCKas
nomoulb. bonesHb MOXET ANUTENBHOE BpeMS NPOTEKATb 6ECCMMMNTOMHO.

Mpu neyeHnn cTabuibHOM aHEBPU3MbI HEOONLLUMX pa3MepOB BO3MOXKHA
BbKMOATENbHAN TAKTUKA C 00693aTeNbHOM KOPPEKLMEN U3MEHSAEMbIX PAaKTOPOB pMUCKa
noa HabnoaeHMEM CNeLManmCcToB. B oCcTanbHbIX Clyyasx NokasaHo Xupypruyeckoe
BMELIATENbCTBO.
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[eHeTHMyeckmne @aKkTopbl pUCKa aHEBPU3MDbI
6ploLWHOro oTaena aopThbl

BapuaHTbl, NoBbIwakoLWLme puck

leH
ZNF335

BapuaHT

rs3827066
rs9316871
rs1795061

leHoTUN

“2
A/A
“

Bknap,
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BapwuaHTbl, CHUXatoWwue puck

leH

IL6R
ERG
DAB2IP

LDLR
CDKN2B-AS1

BapuaHT

rs4129267
rs2836411
rs10985349
rs602633
rs6511720
rs10757274

leHoTUN

c/C
c/C
c/C
G/G
G/G
A/G

100000000000

MHorodakTopHble 3a601€BaHUS  ,gssss88s00e
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Po3auea

CpeaHuin puck 6%

Baw puck 3.18%

Po3auea unu po3oBble yrpy — XpoHU4Yeckoe 3aboneBaHne KOXn, OCHOBHbIM
NMPU3HAKOM KOTOPOro SIBNSIETCS MOSIBNEHNE CTOMKMX YH4ACTKOB NOKPACHEHMUS, U
obpa3zoBaHMe Ha nmue BYropkos 1 Apyrux BbiCbinaHui. MHoraa npu posauea
NPOUCXOANT NnopaxkeHue rnas. Po3auea BcTpeyaetcs y 8-10% HaceneHnsa BO BceM
MUpe.

BonesHb yalle HabnNAAETCS Y XKEHLUMH, HO Y MYXXUYMH BbICTpee 1 Yalle pa3BMBAKOTCS
0CNIOXXKHEHUs 3ab6osieBaHmMs. Po30Bbie yrpm BCTPeYaTCs MPEUMYLLECTBEHHO Y
CBETNOKOXMX ntoger B Bospacte oT 40 go 50 net. B ocHOBe BO3SHWMKHOBEHUS U
pa3BUTUS pO3aLlea IEXUT U3MEHEHUE TOHYCA NOBEPXHOCTHbIX COCYA0B KOXM ML,
KOTOpble 06yC/IOB/EeHbl PAa3/IMYHBIMU BHELIHUMMU (COSTHEYHbIE UHCONALMN, BO3AENCTBUE
Tenna, Xxoa04a, 4acTble XMMUYECKMEe NUANHIU, ynoTpebaeHne ankorons, ropaumx
HanUTKOB, NPSHOCTEN) U BHYTPEHHUMMU (HACeACTBEHHAA NPeapacrnonoXeHHOCTb,
3aboneBaHMs NMWEBAPUTENBHOIO TPaKTa, AeSTENbHOCTb Knewen Demodex,
MHbEKUMOHHbIE 3a60NeBaHUS KOXM, SHAOKPUHHbIE 3ab0neBaHUsl, NaToNormns
MMMYHHOW CUCTEMbI, COCYANCTO-HEBPOTMYECKME peaKkLmn) dakTopamu.

MockonbKy GaKTOpOB, MPOBOLMPYHOLWMX U YCYrybnsaoLWmx TeueHme po3aLea,
A0CTAaTOYHO MHOTMO, METOAbI IEYEHUS TaK)Ke pa3HOO6pa3Hbl. [prMeHeHne 0aHUX
CpefCTB HanpaB/ieHo B 60NbLUEN CTENEHM HAa YMEHbLUEHWE po3aLea Ha uLe, apyrue
npenapaTbl U METOAbI MCNOMb3YHTCA AN NEYEHUS CONYTCTBYHOLWMX 3a60NeBaHMI
HEPBHOM CUCTEMbI U OPraHOB MULLEBAPEHMUSI.

[eHeTnyeckmne GakTopbl pMCKa po3aueun

Bapl/IaHTbI, nosbllWawWmne pnuck Bapl/laHTbI, CHMXawuwmne puck
leH BapuaHt [eHoOTMN Bknap, leH BapuaHt [eHoOTMN Bknap,
PBX2 rs169504 A/A SLC45A2 rs16891982 G/G
NOTCH4 rs3134942 T/G HERC2 rs1129038 T/T
BAG6 rs3117583 G/A - rs3132451 G/C
GPANK1 rs3130618 C/A - rs58843292 G/G
GPANK1 rs3117579 T/G IL13 rs847 c/C
- rs3130046 G/C - rs535777 G/G
- rs3130621 T/C HLA-DPA1,HLA- rs56934772 T/T
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HLA-DQOB1 rs9274514
GPSM3 rs204991
IRF4 rs12203592
- rs62389423
- rs1269852

G/A
T/C

c/C
G/G
G/G

DPB1

LOC107986589,
HLA-DQA1

MICB
ATP6V1G2-DDX3
9B,DDX398B
ATP6V1G2-DDX3
9B,ATP6V1G2
TAP2

HLA-DMB
ZDHHC20P2
MICA

C2

CSNK2B
PRRC2A

C2

SLC44A4

BAG6
BAG6,APOM
ABHD16A
STK19

LY6G6F-
LY6G6D,LY6G6F

LOC105375020
MSH5-SAPCD1,M
SH5

cLIc1

BRD2

MICB
TSBP1-AS1
TSBP1-AS1,BTNL
2

HLA-DRA

TSBP1-AS1,TSBP
1

TNXB

ATF6B

VARS
SNHG32

rs429916
rs2187668

rs9273369
rs3129716
rs3094005
rs2734583

rs9267488

rs60045856
rs9276625
rs77318243
rs4143333
rs2523495
rs1265905
rs9267531
rs3132450
rs519417
rs501942
rs3132449
rs3117582
rs9267539
rs389884
rs9267544
rs9267549

rs1265947
rs9279411
rs2763980
rs144929896
rs553414
rs111234931
rs59576053
rs3101018
rs73396802
rs3132445

rs3131383
rs76088152
rs3130614
rs1800628
rs2894254
rs3129956

rs3129843
rs3135394
rs7383481
rs9267986
rs9268235

rs433061
rs3130288
rs9267578
rs3130491
rs3130478
rs3130612

MHorodakTopHble 3aboneBaHus

c/C
c/C

T/T
T/T
G/G
A/A

A/A

/T
G/G
/T
A/A
c/C
A/A
A/A
A/A
G/G
c/C
c/C
/T
A/A
A/A
c/C
G/G

c/C
AG/AG
c/C
A/A
A/A
c/C
c/C
c/C
c/C
G/G

G/G
G/G
/T
G/G
/T
G/G

A/A
A/A
C/C
G/G
c/C

G/G
c/C
c/C
G/G
c/C
/T

100000000000
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ba3anbHOKNETOUYHbIM PaK KOXM

CpeaHuin puck 36%

Baw puck 29.65%

basanMomMa — 3T0 onyxosb, MEANEHHO PAcNpOCTPAHAIOLWLANCS B MOBEPXHOCTHOM CNoe
koxun. OHa coctasnget 70-75% cnyyaeB paka Koxu. Yawe Bcero obHapyXmBaeTcs B
Bo3pacTe nocnie 50 net, B 04eHb peaKuX Cydyasx MOXET MNOSBNATLCA Y AETEN U
NoApPOCTKOB.

Yy MY>XYUH U XKEHWNH BCTpeYaeTCa C OAMHAKOBOW 4YacTOTOM. [10 CTeneHn TaecTn
3adHMMaeT NMPpOMEXYTOYHOE MOJI0XKEHNE MEXOY ILI,O6pOKal-IeCTBEHHbIMl/1 7
310Ka4eCTBEHHbIMWM OMYXONAMMU. OcHoBHble NpU4YnHbl BOSHMKHOBEHUA — ONUTENDBHOE
I'IpE6bIBaHl/Ie Ha CONHuUE, MOHU3UpPYoLee nU3nydyeHume, BO34€enCTBME KaHUEPOreHHbIX
BewecTB U reHeTnu4yecKasa npegpacnosioKeEHHOCTD.

Bazannoma, Kak NpaBuo, NOABASETCS HA OTKPbITbIX KOXHbIX MOKPOBAX.
N3nt06neHHbIMM MeCTaMM NI0KANM3aLMKM SBNSIKOTCS BEPXHAS ryba, yronku rnas, Kpblibs
HOCa M HOCOrybHble cknaaku. HecMoTpa Ha AOBONLHO 60oMblIOE pa3Hoobpasme
KNMHU4Yecknx ¢opM, 6azanmoma 06bIYHO BbIFNAAMUT KakK HeboNbLLoe A0BOMBHO NIOTHOE
6e3bonesHeHHOe ob6pa3oBaHMe (Y3e10K), KOTOPOE BO3BbILLAETCS HA4 YPOBHEM KOXMW.

3aTeM OHO MOKPbIBAETCS KOPOUKOM U NOCTEMNEHHO, B TEYEHMUE HECKONbKMX MECSLIEB MU
NeT, pa3pacTaeTcs U HAYMHAET KPOBOTOUMUTb, 06pasys s3Bbl. YBENNUMBASACH B pa3Mepax,
6a3annoma paspylaeT HaXoAAWMECS PALOM TKaHW U MOXKET NOPAXATb YXKe MbILLbl U
KocTh. Ecnun onyxonb 3aTparmMBaeT HepB, TO BO3HUKAET BbIPAXEHHbI 601eBOVA
CUHOPOM.

CyliecTByeT HECKOJIbKO CMOCO60B neyveHns 3toro 3abonesaHuns. Cpeam HUX: Ny4eBOWH,
XUPYpruyeckmii, KOMOMHUPOBAHHbLIW (Ty4€BOM U XUPYPrUYECKNi), NeKapCTBEHHbIM
(BO34EMCTBME ManbIX 403 LUTOCTaTUYECKMX NPenapaToB), KPUOTEHHbIM U TA3EePHbIN.
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[eHeTMuyeckme dakTopbl pncka 6a3anbHOKNETOYHOIO

paka KOoXwu

BapuaHTbl, NoBbIwakoLWLme puck

leH

LOC107984363,T
YR
LINC-PINT

SLC45A2
CASC15
LOC107986952

BapuaHT
rs1126809

rs157935
rs57244888
rs10425559
rs73183643
rs73635312
rs11993814
rs141115006
rs35407
rs2294214
rs10093547

leHoTUN

A/A

/T
/T
G/G
G/G
G/G
c/C
c/C
G/G
A/C
/T

Bknap,
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BapwuaHTbl, CHUXatoWwue puck

leH
IRF4

LPP
FLACC1

LOC105374875

TGM3

MC1R
RALY
KRT5
FOXP1

TP53
CLPTMIL
CDKN2B-AS1
TNS3

BapuaHT
rs12203592

rs2776353
rs62291440
rs2080303
rs12210050
rs214785
rs61824911
rs7335046
rs4710154
rs1805007
rs7907606
rs6059655
rs11170164
rs2116709
rs10810657
rs78378222
rs421284
rs7874604
rs7776701

MHorodakTopHble 3aboneBaHus

leHoTUN
Cc/C

/T
G/G
c/C
c/C
/T
A/A
c/C
A/A
c/C
T/T
G/G
c/C
AT
AT
/T
T/C
T/C
T
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MeHUHIrmoma

CpeaHuin puck 0.005%

Baw puck 0.0036%

MeHWHIrMoMa — 3TO Camas pacnpoCTpaHEHHAas BHYTpMUUYepenHas onyxosb, KOTopas
MOXeET ObITb Kak [OOPOKAYeCTBEHHOM, TaK U 3N10KavecTBeHHOW. Obpa3yeTca oHa m3
KNEeTOK TOHKOM, NayTMHOO6pPa3HOM MeMBPpaHbI, OKPYXXatoLLen roJIOBHOM M CMIMHHOM
Mo3r. B Bo3pacTte oT 35 neT 1 cTtaplie MEHUHIMOMbI ABASOTCS Hanbonee
pacnpoCcTpaHeHHbIM BUAOM HOBOOOPA30BaHWUM rOJIOBHOMO MO3ra.

Yawe Bcero oHu BcTpeyatotcs oT 40 o 70 neT, 1 B OCHOBHOM Y XXEHLUMH.
3N0Ka4YeCTBEHHbIE MEHUHTMOMbI COCTaBNAT 3-5% oT ux obLiero KonuyecTaa.
[obpokayecTBeHHbIe, KaK NPaBWMI0, pacTyT OYeHb MeAEHHO, M NMPaKTUYECKMN BCEraa
AMArHOCTUPYETCA TONbKO OJMH OYar, XOT Ha CAaMOM [JeNe UX MOXET 0Ka3aTbCs
HECKOJIbKO B pa3HbIX YacTsIX MO3ra.

K dakTopam pucka OTHOCAT MOHUM3UPYLOLLEE U3TYyYeHUE, TeHETUYECKME HAapYLLEHUS
(Hempodmbpomatos 2 Tmna), 3penbiv Bo3pacT (ctapwe 40 neTt) n HU3KMEe [03bl
pagnaumun. HYacto MEHMHIMOMA He AaeT HUKAKMX 3aMEeTHbIX CUMNTOMOB U
obHapyXunBaeTcs cnyyarHo. Pexe, B 3aBUCMMOCTM OT pa3Mepa 1 MecTa pacnonioXeHus
HOBOOOPa30BaHMUSA, MOTryT HabNAATHCA rONIOBHbIE 60U, FONOBOKPYXXEHUS, CYLOPOTH,
M3MEHeHWe IMYHOCTU U NOBEeAEHUS, HapacTatoLLee YXyALeHne YMCTBEHHbIX
CNOCOBHOCTEN M NOTEPS HABbLIKOB, HAPYLEeHWe KOOPANHALMK, CNYTAHHOCTb CO3HAHMWS,
COH/IMBOCTb, MOTEPS CNyXa, 0BOHSAHMS, MbileYyHas cNabocCTb, TOWHOTA, PBOTA U
3puUTenbHble pacCTPOMCTBa.

lns neyeHMs B OCHOBHOM MCMOMb3YIOT XMPYPrMyeckoe BMELLIATENbCTBO, HO B paae
CNly4YaeB Ha3Ha4aeTcs HabNAEHWE B TeYEHME ONpeaeneHHoro nepuoaa. MHoroa
NpUMeHseTcs lyyeBas Tepanus.

[eHeTMYeckMe PaKTopbl pUCKA MEHMHIUOMDI

BapwuaHTbl, CHUXaoWue prcK

leH BapuaHT [eHoTMN Bknap,
MLLT10 rs11012732 G/G
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Pak WMTOBUAHOM Xene3bl

CpeaHuin puck 0.033%

Baw puck 0.022%

PaK LWMTOBMAHOM Xene3bl — 3TO 3/10Ka4YeCTBEHHAs ONyX0/b, NOpaXakwas TKaHK
LWMTOBUOHOM Xene3bl. B nocnegHue rogbl OHa BCTpEYaeTCcsl HAMHOIO Yalle, YeM
paHblle, U B OCHOBHOM Y AeTen, X0T 00bI4HO e 60e0T NoXuable Noan. Y XeHLWuH
3T0 3aboneBaHWe AMArHOCTUPYETCS, Kak NpaBunao, B 4ob6pokayecTBeHHbIX hopmax, a
BOT Y MY)XXYMH B OONBLUMHCTBE C/Iy4aeB NOA03PEBAETCS 3/T0OKAYECTBEHHOCTD.

OCHOBHOM MPUYMHOM BO3SHUKHOBEHUS CYMTAETCS BO3LENCTBUE PEHTIEHOBCKUX JlyYen U
paguaumm, ocobeHHOo B AeTCKOM BO3pacTe. HekoTopble onyXonn WUTOBUAHOW Xenesbl
UMEIOT HacNeaCTBEHHbIN XapakTep (Hanpumep, GonanMKynsgpHas KapunHoma). [ipyrue
BO3HMKAIOT Ha HOHE ANUTENbHO CyLLEeCTBOBaBLero 4o6pokayecTBeHHOro 306a.

B 6onbwmHcTBE Cnyyaes 3aboneBaHue ointenbHoe BpeMs npotekaeT 6eCCUMNTOMHO.
Jlnweb € yBenmyeHnem pasMeposB WMTOBUIAKMU YE0BEK HAYMHAET YyBCTBOBATb
AMCKOMMOPT Npu rNoTaHumM, B ropae nosiBASIETCS KOMOK, MEHSETCS ronocC U
BOCNansATCa NMMdoy3nbl B 06nactu wewn. lNepBrUYHYIO OMyX0sb le4aT XMpYypruvyecknum
nyTeMm, B 6onee CNOXKHbIX CNyYasix NPUMEHSETCA XMMUOTEPANUS, MHOTAA B COYETAHUM C
paguoTepanuen.

[eHeTnYeCcKne PaKTopbl pMCKa paka WMUTOBUAHOM

Bapl/IaHTbI, nosbllWawWmne pnuck Bapl/IaHTbI, CHMXawuwmne puck
leH Bapuant [eHoOTMN Bknap, leH Bapuant [eHoTMN Bknap,
- rs11823005 c/C - rs10781500 T/T
DIRC3 rs6759952 (¥2)

LOC100287290 rs7617304 G/G
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CncTteMHag cknepogepmums
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MHorodakTopHble 3a601€BaHUS  ,gssss88s00e

CpeaHuin puck 0.025%

Baw puck 0.0036%

CncreMHas cknepogepmma — 310 3aboneBaHne COegMHUTENbHOM TKaHW, nopaxattlee

B OCHOBHOM KOXY M KpPOBEHOCHbIe COCyabl. Hale umM 60netoT XeHLWmHbI. [NaBHas

npnynMHa BO3HUMKHOBEHNA HE BbiABNEHA.

TOYHO U3BECTHO, YTO K Pa3BUTUIO HOIE3HM MOTYT NPUBECTU NEPEOXSIAKAEHME,

pa3/IMYHble PacCTPOMCTBA SHAOKPUHHOW CUCTEMbI, BAKLMHALMK, TPABMbl KOXKHOIO
MOKPOBa M NepeMBaHne KpoBU. B HEKOTOPbIX C/lyyasix OTMEYaeTCs HacleaCcTBEHHas

npeanpacnosioXeHHOCTb. Yawe Bcero npun ckneponepMmmn CTpaaaeT Koxa.

OHa cTaHoBUTCS BrecTawern 1 TOHKOM. MNpakTnyeckm y Bcex 60/bHbIX BCTPEYaeTCs

deHoMeH PeliHO (cna3M apTepui KUCTen 1 cton), cnabocTb, IMXOpaaKa u noxyaeHue. B

npouecce pa3sutus 3aboneBaHMe NOpaXKaeT BHYTPEHHME OpraHbl U cucTeMbl. [ns
NneyeHns UCNOb3yT NpenapaTbl, yMEHbLUIAKOLWME YNIOTHEHNUS COCYA0B,

du3noTepanmo U nevebHy ’MMHACTUKY.

[eHeTMYeckme PaKTopbl pUCKA CUCTEMHOM

ckniepogepMum
BapuaHTbl, NoBbILaOWME PUCK BapuaHTbl, CHUXarowWwue puck
leH BapuaHnt [eHoTMn Bknap, leH BapuaHt
- rs6901221 A/C HLA-DPA1 rs987870
ZC3H10 rs11171747 G/G - rs11642873
- rs9275390 (2) - rs9296015
- rs3129763
NOTCH4 rs443198
- rs6457617
HLA-DRA rs3129882
GRB10 rs12540874
SOX5 rs11047102
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A/A
c/C

Bknap,



LI ITTRT Y]

(I Ly R R R Y R LI I RNy R I R L R ST ]
MHorodakTopHble 3a601€BaHUS  ,gssss88s00e

LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

Capkonaos
CpegHui puck 0.18%
Baw puck 0.15%

Capkonpo3 — 370 BocnanutenbHoe 3aboneBaHne, KOTOPOE MOXET NOpaXaTb MHOrMe
OpraHbl U CMCTEMbl. B OCHOBHOM CTpagatoT nerkme, iumdaTmyeckme y3bl, Cene3eHka,
MeyeHb M C/IIOHHbIE Xenesbl, peXxe — KOXa, KOCTH, CYCTaBbl, MblLULbl M r1a3a.
Bo3HukaeT y ntogen B Bospacte 20-40 neT, 1 yalle y XeHLWMH.

MpUYMHBI A0 KOHLA HEUM3BECTHbI, MPEAMNON0XUTENBHO UMW MOTYT BbiTb
MMMYHOJIOTMYECKME HapYLUEHWUS U TeHeTMYeCcKas NpeapacrnoioKeHHOCTb. B ocHoBe
NaToNOrMM NEXUT CKOMJIEHWE BOCMANUTENIbHBIX KNETOK B BUAE Y3E/IKOB B PA3/IMYHbIX
opraHax, MpuBOASLUMX K HAPYLUEHUIO UX DYHKLMOHMPOBaHMS. CO BpeMEHeM Yy3esKu
MOTYT paccacbiBaTbCst UM NPeobpa3oBbIBAOTCS B PYOLOBYIO TKaHb.

HauanbHble cTagum 3aboneBaHuns npoTekaT 6eccMMNTOMHO. [1oTOM BO3HMKaeT 60/b B
rPYLAM, MEXAY NIONATOK, a TaKKe CYXOM Kallefib U 0AbIWKa NPU GU3NYECKOM
HanpsbkeHMU. Ha Koxe MOryT NosIBUTLCS KPAaCHOBATO-CUMHIOLLHbIE BbICbIMAHMS.

Ecnv nopaxaeTcs ceTyaTka rnasa v 3puTenibHbliA HEPB, TO YXYALWaeTcs 3peHne. Bce 31o
CONpPOBOXAAETCs 0OLWMMM CUMNTOMAMM MIOXOr0 CaMOYYBCTBUS: MOTEPEN anneTuTa u
BECa, HapyLWeHMEM CHa, BbICTPOI YTOMASIEMOCTbIO, HOYHOW NOTIMBOCTbIO, IMXOPALKOM
M HegoMoraHueM. [1ns neyeHuns UCnosb3yT FOpMOHasbHbIE U
NMpOTMBOBOCMANUTENbHbIE NMpenapatsl, GU3MoTEPaNneBTUYECKME NPOLLedypbl, a MHOrAA
— CpeAacTBa, NOAABNSAIOWME MMMYHHYIO PEAKLMIO OpraH13Ma.

[eHeTMueckme pakTopbl pUCKa Capkomao3a

Bapl/IaHTbI, CHMXakLwmne pnckK

leH BapuaHt [eHoTMN Bknap,
LO0C102723878 rs479777 /T
BAD,GPR137 rs671976 A/G
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93BEeHHbIN KONUT

CpeaHuin puck 0.17%

Baw puck 0.11%

M1k 3a601€BAaEMOCTHU 3BEHHBIM KONMTOM npuxoamtcs Ha 20 neT, npu 3Tom
3aboneBaHune BcTpevaetcs y 0,173% MyxxumH n 0,234 % xeHwuH. [Npu 93B€HHOM
KONUTE BOCMANSAETCs KULWEYHUK M 0BpasytoTcs s3Bbl B TONCTOM KMWKE. MpUUMHbI
3a60/1eBaHMS HEU3BECTHbI.

MepBblit cMMNTOM 3a60/1€BaHUS — AMapes, MHOrAA C NPUMECH0 KpoBU. [1OTOM K Hel

MOTYT NpncoeguHUTbCA CXBaTKOO6pa3HbIe 6011 B 061aCTM XXMBOTA, CHUXKEHME
anneTuTa U Maccol Tena. MIHoraa 6onesHb npoasndaeTca B BUAE aHEMUU, NTUXOPAOKMH,
nopa>xeHunsa cyCctaBoB UK Nas. JleyeHune HanpaB/1IEHO HA YCTpaHeHne CMMNTOMOB U
nogaoep>xaHnme peMnccumn.

[eHeTnyeckne GakTopbl pUCKa A3BEHHOIO KOIUTA

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHThbl, CHUXatoLWue puck
leH BapuaHt leHoTun Bknap, leH BapuaHnt leHoTun
> rs3024505 A/A > rs6426833 G/G
CARD9 rs10781499 A/A PARK7 rs3766606 T/T
C5orf66 rs254560 A/A - rs6017342 A/A
- rs4728142 A/A - rs4409764 G/G
CAMK2A rs17656349 T/T NR5A2 rs2816958 A/G
SMAD3 rs17293632 T/C - rs10761659 A/A
MST1 rs3197999 A/G - rs2836878 A/G
- rs56167332 A/C IL17REL rs5771069 A/A
IL23R rs11581607 G/G INAVA rs7554511 A/C
- rs2413583 c/C RGS14 rs4976646 /T
LOC105371887,S rs17780256 A/A AMZ1,GNA12 rs798502 A/C
LC39A11
RORC rs4845604 G/G RTEL1-TNFRSF6 rs6062496 A/G
B,TNFRSF6B
ZFP90 rs1728785 c/C TRAF3IP2-AS1,L rs3851228 A/A
0C107986522
PUS10 rs7608910 A/G STAT3 rs12942547 A/G
> rs4380874 T/C TOM1 rs138788 A/G
- rs12946510 T/C LOC100996583 rs10797432 T/C
FCGR2A rs1801274 A/G
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Pak npeacratenbHOM Xenesbl

CpegHui puck 0.44%

Baw puck 0.36%

Pak npeacrtatenbHOM Xenesbl — 3TO 3/10Ka4YeCTBEHHOE HOBOOOpPAa3oBaHue,
nopaxatouiee TKaHu npoctatbl. Y My>kunH monoxe 40 neT pacnpoCTpaHeHHOCTb
3aboneBaHuns coctasnsiet 1 cnyyar Ha 10 000 venosek, B 60 net — 1 Ha 100, a nocne
75 — 6oneeTt Kaxnabli BOCbMOM NpeacTaBUTENb CUIbHOIO nona. [1o cnmx nop Bce
NPUYUHbI BOSHUKHOBEHMS PaKa NPOCTATbl HE BbISICHEHDI.

TOYHO M3BECTHO, YTO YEM BbILE YPOBEHb MYXCKOIO NMONOBOro ropMoHa —
TEeCTOCTEPOHA, TEM BEPOSATHEE BO3HUKHOBEHUWE 3/10KaYeCTBEHHOM onyxonu. K
hakTopaM pUCKa OTHOCAT MNOXMION BO3PACT, FeHETUYECKYH0 NPeapacnofiOXXEeHHOCTb,
MMEIOLLYIOCS MPOrpeccupyoLLyo adeHoMy NpocTaThl, NIOXYK 3KON0ruw, paboTty ¢
KaaMueM (CBapo4Hble 1 Tunorpadckme paboTbl, MPOM3BOACTBO Pe3UHbI), KypeHue,
HenpaBUbHYI ANETY (MHOMO XXMBOTHbIX XXMPOB, Mano KnetyaTku). 3abonesaHune MoXeT
NpOSIBNATLCS YYALWEHHbIM 3aTPYAHEHHBIM MOYEUCNYCKaHNEM, 6ONIMKU B MPOMEXHOCTY,
KPOBbIO B MOYE U Criepme.

Ho MoxeT npoTekatb 1 abcontoTHO 6eccMMNTOMHO. M Toraa nepBbiM NposIBIEHUEM
3aboneBaHMs CTaHYT NPU3HAKM, KOTOPble XapaKTepHbl A8 MeTacTa3oBs: 60/b B rpyam u
KOCTsX (Ta3, 6e4po, NMO3BOHOYHMK), MepesioMbl. B cMNbHO 3anyLeHHbIX CaydYasx MoryT
Pa3BUTbCS OCTPAs 3a4EPXKKA MOUM, UCTOLLEHME M CNaboCTb.

[lns neyeHns UCNonb3yT ONepaTUBHbINA, MEAMKAMEHTO3HbIN M Iy4EBOI CNOCOObI.
Bbibop MeToAa 3aBUCUT OT pacnpoOCTPaHEHHOCTU M CTalMM Pa3BUTUS pakKa, Hanuuus
MEeTacTa30B, a Take BO3pacTa M OBLLEr0 COCTOSIHUS 340POBbSI.
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[eHeTnyeckne @akTopbl pMCKa paka
npencraTtesibHOW Xenesbl

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck

leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
- rs1270884 A/A RGS17 rs1933488 G/G
SIDT1 rs7611694 A/A LOC105372710 rs2427345 T/T
- rs11568818 T/T ZGPAT rs6062509 G/T
LOC105372225 rs7241993 c/C TRIM8,LOC1053 rs3850699 A/G
78460
MDM4 rs4245739 A/A GRHL1 rs11902236 Cc/C
LOC105370500,F rs8008270 Cc/C LINCO1162 rs12155172 G/G
ERMT2
LOC105377732 rs6869841 Cc/C
- rs3096702 G/G
- rs11650494 G/G
ARMC(C2 rs2273669 A/A
EBF2 rs11135910 Cc/C
AFM rs1894292 A/G
FARP2 rs3771570 C/C
KCNN3 rs1218582 A/G
RAD51B rs7141529 (¥2)
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O6bIKHOBEHHbIE yrpu (Tsaxkenasa gopma)

CpeaHuin puck 1%

Baw puck 0.73%

O6bIKHOBEHHbIE Yrp — BOCMANMTENbHOE KOXKHOE 3ab0N1eBaHNe, pa3BMBatoLLEECS
BCnencTBue c6os B paboTte canbHbiX Xeses. M36bITouHas NpoayKLUms KOXKHOro cana
Xenesamu 3abMBaeT Nnopbl OTMUPAIOLLMMK KIETKaMM anuaepmuca. HakonneHue atmx
KNeToK B MPOTOKAX Xene3 NPOMCXOAMT U3-3a HAPYLUEHWUS UX OTLUENYLUMBAHMS.

KoxHoe cano oTknagbiBaetcs nog 3a610KMpoBaHHbIMK NopaMu, obecneyunsas
NUTaTeNbHYIO Cpeay ANs Pa3MHOXEHMS MUKPOOpraHuM3mMoB. KnuHuyeckn Habnogaercs
pa3Hoobpasue Cbinu (yrpeBble 3IEMEHTbI) HA KOXe N1LA, BEpXHEN NONOBUHE rpyan u
CMWHBI, FAe pacnonaratTcs Hanbonee KpynHble canbHble Xenesbl. B 0CHoBaHMM
yrpeBbIX 3N1€MEHTOB BO3HMKAET BOCNANUTENbHbIM NPOLECC, PACNIABASAIOLWMNIA MECTHbIE
TKaHu € 06pa3oBaHMeEM rHOS.

O6bikHOBEHHbIMK yrpsamu cTtpagaeT ot 70 no 90% nonynsunn B Bo3pacte 12-24 ner,
NPy 3TOM YaCTOTa BOSHUKHOBEHWS 3TOM NATONOMMK Yy NnL, B Bo3pacTe 25-34 n 35-44
net coctasnget npumepHo 10-37% n 3-7% CcoOTBETCTBEHHO. Yalle Bcero yrpesas
60ne3Hb BCTPEYAETCS Y MYXKUMH, MPOLEHT CPEAHETSIKENbIX U TSXKeNbIX GOPM Y HUX
Takxke Bblle — 34%, B TO BpeMs Kak Cpeam XXeHCKOM Nonynsumnm 3ToT nokasaTesb He
npesbiwaeT 3-12%. Cpean BaXKHbIX NPUUYUH PA3BUTUS OObIKHOBEHHbBIX Yrpew
BbIAENSIOT HACNeACTBEHHOCTb, FOPMOHANIbHYI0 aKTUBHOCTb, 3a60N1€BaHUS XXeNya04HO-
KMLLEYHOro TPaKTa, NepexoaHbli BO3paCT, CTPECC, TMNepaKTUBHbIE CaflbHbIE Xenesbl,
MWKPOOPraHM3Mbl, KOXHbIE NOBPEXAEHNS, CONPOBOXAAIOLLMECS BOCMANIEHUEM,
MCNONb30BaHWE aHAaboNMYECKMX CTEPOMAOB.

Jleyenune pantenbHoe m Hanpas/ieHO HA HOpMann3auuto beHKLI,l/IM CaJibHbIX XeéJie3. an
TSXKENIOM TeYEHUM Ha3HAYAKT AaHTUOUOTUKMN.
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[eHeTMyeckme hakTopbl pUcka 0O6bIKHOBEHHbIX
yrpen (Tskenomn @opMbl)

BapwuaHTbl, CHUXatoWwue puck

leH BapuaHT [eHoTMN Bknap,
rs38055 G/G
rs1159268 G/G
rs478304 G/T

90



LI ITTRT Y]

(I Ly R R R Y R LI I RNy R I R L R ST ]
MHorodakTopHble 3a601€BaHUS  ,gssss88s00e

LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

bonesHb [NapknHCOHa

CpeaHuin puck 1.54%

Baw puck 1.2%

CpeaHnit BO3pacT NposiBAeHUs CUMNTOMOB 6one3Hu [apkMHCcoHa — 57 net. YactoTa
BCTPEYAEMOCTHU 3a060/1€BaHMS Y MYXKUMH M XKEHLWMH PA3/IMYAETCA: CPeAHMIA PUCK
pa3BUTMA 019 MYXCKOM nonynsiumm coctasnsieT 1,535%, onsa xxeHckon — 1,267 %.
MpnyYnHbI 60NE3HU 00 KOHLUA HE U3BECTHbI.

B ocHOBe nexuT nopaxkeHMe HepPBHbIX KNETOK, BblAENSLWMX 4O0dDaAMUH, B pe3ynbTaTe
yero y 50-80% 60/1bHbIX HAYMHAKOT APOXKaTb KOHEYHOCTM B COCTOSIHMM NOKOS. ITO
NPosBASETCS PUTMUYECKMM NOLEPTMBAHMEM BONLLLOrO, YKa3aTe/IbHOro U CpeaHero
nanbLeB KUCTMU, HANOMMHAKOLWMM KaTaHME NUNAb UK CYET MOHET. Ha HauyanbHOM
CTaguuM TPEMOP YMEHbLLAETCS UM MCHE3AET NPU ABUMXKEHMMU, OTCYTCTBYET BO BPEMS CHA
M YCUNIMBAETCS OT 3MOLMOHANBHOIO HANpPsHKeHMS U YCTanocTw.

Mpu 6one3Hn NapKMHCOHA OrpaHMYMBaAETCS 0ObEM M CKOPOCTb KECTOB, KOHEYHOCTM
npu CrmbaHnun U pasrmbaHmMmM 3aCTbiBAOT B OAHOM NOSIOXKEHUN. Y ntopen ¢ 6onesHbto
[MapknMHCOHa cropbieHHas 0CaHKa, WapKarLlas NoXoAKa, 4acTo NPUOTKPbLIBAETCS POT U
Ha Nu1Le 3acTbiBaeT Macka. Peub 3amenneHHas, TMxas U MasionoHATHas.

Cpeayn cMMNTOMOB BCTPEYAOTCS 3aN0pbl, CHUXKEHME KPOBSHOMO AABNEHMUS,
HeaepXXaHue Mo4um 1 Kana, nonosag auchyHkums. Y 50% naumeHToB pasBMBaeTCs
cnaboymue. dpdekTMBHOE neveHne 6one3Hm [NapKMHCOHA NOKa HE HANAEHO.
[Noaaep>KMBaoLWy0 TEPANUIO NPOBOAST B TEYEHUE BCEMN XKU3HMW.
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[eHeTMuyeckme pakTopbl pucka 6onesHu

[lapKMHCOHA
BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck
leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
TMEM175 rs34311866 Cc/C LOC105377329 rs356182 A/A
MAPT rs17649553 c/C - rs9275326 (¥2)
SIPA1L2 rs10797576 (¥2) GCH1 rs11158026 T/T
CCDC62 rs11060180 A/A BST1 rs11724635 c/C
GPNMB rs199347 A/A MCCC1 rs12637471 G/A
FAM47E-STBD1,F rs6812193 c/C BCKDK rs14235 G/G
AM47E,LOC1053
77286
LOC107984782 rs2414739 A/A - rs329648 Cc/C
RIT2 rs12456492 A/A

LOC107985959 rs1474055 c/C
- rs76904798 c/C
- rs6430538 (¥2)
- rs823118 /T
TMEM229B,GPH rs1555399 T/A
N
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OTKpbITOYrosbHas rnaykoma

CpeaHuin puck 1.97%

Baw puck 1.39%

[naykoma — 370 rpynna rnasHbix 3a6oneBaHui, XapaKTepm3yoLWascs NOCTOSHHbIM UK
nep1Moany4yeckmMM NnoBbILWEHWEM BHYTPUIIA3HOMO AaBieHUs. PacnpocTpaHeHHOCTb
rnaykomsbl coctasnget 0,1-20 cnyyaes n 6onee Ha 1 000 yenosek. MnaykomMom yawe
CTpajatoT Te, KoMy 3a 40, Ho 6one3Hb BCTPEYaAETCa U Y MONOAbIX NIOAEN, U faxe Y
MNafeHLeB.

K ¢dakTopam pmcka oTHOCAT BO3pacT cTtapwe 60-65 neT, HacneaCcTBEHHOCTD,
BPOXAEHHblE aHOMANUK, Apyrue rnasHole 3a60eBaHUS M TPaBMbl, CaxapHbin anaber,
TMNOTOHMIO, 3a601€BaHMS LUMTOBUAHOM XeNe3bl, HEPBHOM CUMCTEeMbI U Ap. PasnuuatoT
OTKPbITOYrONbHYIO0 M 3aKPbITOYro/ibHY0 GOpMy rnaykoMbl. OTKPbITOYrosbHas
BCTpeyaetcs B 6onee 90 % cnyyaes.

[pu 3TON HopMe NPOUCXOANUT NOCTENEHHOE HAKOMIEHME BHYTPUINA3HOM XUAKOCTH,
BC/N1eACTBME Yero NpoMCXOAMUT NOBbIWEHME BHYTPUINIA3HOMO AABNAEHUS, pa3pyLleHme
3pUTENIbHOro HepBa U NoTeps 3peHus. Yale BCcero OTKpbITOYronbHas rnaykomMa
HAYMHAETCS M NPOrpeccMpyeT He3aMeTHO 419 6ONbHOro, KOTOPbLIM HE UCMbITbIBAET
HUKAKMX HEMPUATHBIX OLLYLLEHMI M NO3TOMY 0bpalLaeTcs K Bpayvy TONbKO Mpu
nosiBNeHMM rpybbiX HapyWeHUM 3pUTeNbHbIX QYHKLMI (pa3BUTas UK Aaneko
3awenwasn ctagms). B Taknx cnyyasx ctabunmsmpoBatbh NpoLecc CTaHOBUTCS OYEHb
TPYAHO, @ MHOTAA YXXe HEBO3MOXHO.

[TOMMMO MOBbIWEHWS BHYTPUINA3HOMO AABNEHUS, AN OTKPbITOYrObHOM [N1ayKOMbl,
XapaKTepHbl CY>XeHUe MU BbiNaLeHWe YacTen Nons 3peHns (Npu 3ToM YenoBek He

BMAMT YaCTU OKpYXalLWmnx npeamMeTos). [lpuMeHseTcs MeamMKaMeHTO3HOe neveHue,
npu ero HeapPEKTUBHOCTU — Na3epHOe UK XUPYPruveckoe.

93



S000000000000000000000000000000000000000000000000000000000000000000000000000000000 106000000000
900000000000000000000000000000000000000000000000000000000000000000000000000000000e [MHOTODAKTOPHLIE 3360N1EBAHNA 90000000000

[eHeTnyeckne akTopbl pUCKa OTKPbITOYrOSIbHOM
rNayKoMbl

BapwuaHTbl, CHUXatoWwue puck

leH BapuaHT [eHoTMN Bknap,
- rs4656461 A/A
TMCO1 rs7518099 T/T
CDKN2B-AS1 rs4977756 A/G
CDKN2B-AS1 rs10120688 A/G
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[lMweson bappetra

CpeaHuin puck 0.9%

Baw puck 0.31%

Muwesopg bappetta Habnwoaaetca y 10% naumeHToB, 06PAaTUBLLMXCS 33 KOHCYNbTaLMeN
no nosoay m3xorun. B nonynsumm nuweson bappetra Bctpevaetca y 1% nogen.
OCHOBHOM NPUYMHON BO3HUKHOBEHMS SBNSETCS XPOHMYECKOE KUCIOTHOE
noBpeXaeHne CTeHOK NULEeBOAa, KOTOPOe NPUBOAMUT K BOCMNANEHUIO.

HekoTopble Bpauu nNpuaepKMBAOTC MHEHUS, YTO B Pa3BUTUM 3TOI NATONOMMKU UTPaeT
pO/b HACNeACTBEHHAS MPeAPACNONOXKEHHOCTb. beccMMnToMHOe TeueHne 6onesHu
OC/IOXKHSIET CBOEBPEMEHHYIO AMArHOCTUKY. [03TOMY Ans NOAEN C 3PO3UBHBIM
FACTPUTOM UMM TEX, KTO UCTbITHIBAET NOCTOSIHHYHO U3XKOTrY, ONTUMabHbIM BApUAHTOM
Oy4eT NnepMoaMyeckoe noceLleHme racTpo3HTEPOIOra U KOHTPOb (BYHKLMOHANIBHOIO
COCTOSIHMS MULLEBOAA U XKENyKa.

JleyeHune 3aknoyaeTcs B Koppekummn obpasa XmsHu, cobnoaeHnn oueTbl n
NPUMEHEHUN MeAMKAMEHTO3HOM Tepanuu. Ecnmn 3T cpeactea He fawoT
NONOXMTENbHOIO pe3ynbTaTta, TO Ha3HAYAETCS XMPYPruyeckoe BMeLaTeNIbCTeo.
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[eHeTHMYecKkmne @akTopbl pMcKa nuuiesoaa bapetra

BapVIaHTbI, nosbllWawWmne pnuck BapVIaHTbI, CHMXawLwmne puck
leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoTMN Bknap,
OTX2-AS1 rs12880053 Cc/C - rs13080736 A/G
AOX1 rs2293525 c/C - rs6449586 c/C
- rs2380964 G/G CRTC1 rs10419226 G/G
- rs2178146 T/T OSBPL10 rs4611855 T/T
SLC39A11 rs9899923 c/C - rs11771429 c/T
- rs732392 T/T - rs10955616 A/A
- rs3005897 c/C GRID1 rs7904985 G/G
MIR99AHG rs2039241 G/G - rs889838 G/G
- rs2927438 G/G SAMD4A rs10144632 G/G
- rs2687201 C/A - rs1431594 c/C
LOC105375049 rs6930375 G/G - rs576425 c/C
- rs6122972 A/A BARX1 rs11789015 A/G
- rs4800353 A/A - rs2669333 c/C
TARID rs9285474 A/A NRG1,LOC10537 rs3847131 G/G
9361
EPHB1 rs7646638 T/T - rs1497205 T/C
- rs1408906 A/A - rs11010572 G/G
MFHAS1 rs4523255 /T CAMTA1 rs17030152 T/C
- rs17462769 G/G - rs3897234 T/T
- rs4973786 G/A - rs2895917 c/T
- rs10948748 A/A KHDRBS2 rs1547073 G/G
DMTN rs74568060 G/G - rs4980598 /T
LOC105370504,L rs12894060 G/A CNMD rs7330220 c/C
INC02331
ZFHX3 rs9926271 T/T SPARCL1 rs4610302 A/A
LOC401478 rs1398034 T/T LOC107986152 rs7632500 A/A
HECW1 rs17172185 T/T COL27A1 rs1490743 G/G
- rs11041413 G/G ALDH1A2 rs3784262 T/C
PLEKHA2 rs7835508 T/C
- rs6099816 C/A
ABCA4 rs3789387 T/T
DSG3 rs16961975 G/G
- rs7237326 G/A

FHIT rs11130736 G/A
> rs6711386 G/G
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bpoHXxu1anbHaa acTMa

CpeaHuin puck

Baw puck

51%

4.5%

LI ITTRT Y]
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BpoHxnanbHag actMa BCcTpeyaeT Yyacto. Puck 3aboneBaHns y My>kUnH coctasnseT 5,1%,

ANS XeHWUH — 6,4%. Cna3M 6pOHXO0B BO3HMKAET M3-3a NMOBbILLEHHOM peakuum
OpraHM3Ma Ha pa3apakMTeNn, NOCTYNAoLWME B AbIXaTENbHYI0 CUCTEMY U3 BHELLHEN

cpefbl.

TpmrrepOM CNYXHUT noboe cobbiTue, KOTOpbl€ Bbl3bIBAET CYy>XEHUE rnagKkon

MYCKYNaTypbl AbIXaTeNbHbIX NyTen: PU3nYeCcKmMe ynpaKHEHUS, XONOAHbIN BO34YX,

KypeHwue, CTPecc, BAbIXaHWE annepreHoBs, NULLEBbLIE NPOAYKTbI, 3arPA3HEHHbIN BO3AYX.
CUMMNTOMbI BPOHXMaNbHOM aCTMbl: OAbILIKA, CBUCTALLMIA XPUM, CYXOi Kallenb,

3a/10)KEHHOCTb PYAHOM KNeTku. Bo BpeMs nNpucTynoB y NauMeHToB y4YallaeTcs
cepauebueHne, MOXXET MOCMHETb KOXa U CIM3UCTbIE 0BONTOUKM.

Taxenbie NPpUCTyMbl €YaT B CTauMOHape C UCMOJIb30BaHNEM KUCTOPOAOTEPANNN U

npenapaTtoB, pacwmpsaoLwmx 6poHxK. MNaureHTaM NoaoMpPatoT aaekBaTHYHO
NOALEPXKMBAIOLLYIO TEPANMIO.

[eHeTMyeckme hakTopbl pucka GPOHXMANBHOM

dCTMbl

BapuaHTbl, NoBbIWatoLWme puck

leH

TSBP1-AS1,TSBP
1

SIK1

IL7R

KYAT1
IL1RL1
D2HGDH
STATSB

LPP
ARID1B

BapuaHt

rs12413578
rs72721166
rs3129943

rs76081789
rs7717955
rs9272346
rs12551834
rs10197862
rs34290285
rs7207591

rs17607589
rs9383820
rs56129466

[eHOTMN

c/C
G/G
A/A

/T
c/C
A/A
G/G
A/G
G/A
A/A

c/C
c/C
A/A

Bknap,

97

BapwuaHTbl, CHUXatoWue prcK

leH

LOC112268240
SMAD3

OTULINL

ZNF652

IL6R
AQP2,L0C10192
7318

BapuaHt

rs112401631
rs12123821
rs56062135

rs144829310
rs16903574
rs7927894
rs13153019
rs9889262
rs2228145
rs11169225

rs13384448
rs10795656
rs76167968

[eHoTMN

/T
c/C
“

G/G
c/C
c/C
/T
/T
A/A
/T

c/C
G/G
c/C

Bknap,
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- rs1444789 c/C - rs7214661 A/A

CLEC16A,LOC10  rs62026376 ) ATG5 rs9372120 /T

5371081

LOC100996583 rs10910095 G/G - rs73205303 G/G

ITGB8 rs10486391 A/A ADAD1 rs4145717 G/T

GSDMB rs2305480 G/A - rs343478 A/A

> rs2030030 T/C IL13 rs20541 G/G

LINC00299 rs10174949 G/A IL2RA rs61839660 c/C

> rs1837253 c/C JAZF1 rs6977955 )

- rs7775228 T/C TNFRSF11A rs4574025 va)

BACH2 rs2134814 /G PVT1 rs6990534 G/G

- rs6461503 T/C ZNF217 rs2766678 A/A

- rs12365699 G/A STAT6 rs167769 c/C

NFATC2 rs3787184 A/A - rs479844 A/G

LINC02579 rs4671601 c/C PSORS1C1,CDSN  rs3095318 T/T

ARHGAP15 rs74847330 A/A - rs10876864 A/A

IRF1-AS1 rs3749833 c/C RTEL1-TNFRSF6 rs6011033 A/G
B,RTEL1

HLA-DPA1,HLA- rs3097670 G/C RERE rs301806 a)

DPB1

- rs7130753 /T LOC101928279 rs10033073 A/G

IL1B rs1143633 T IKZF4,L0C10536  rs1701704 T/T
9781

ITPKB rs697852 A/A TLR1 rs5743618 A/A

RUNX3,LOC1079 rs760805 A/A ITPR3 rs10947428 /T

84932

> rs4848612 A/A > rs7714574 C/C

IL18R1 rs3771166 G/A - rs17664743 A/A

> rs9268516 T > rs11255753 G/G

PLCL1 rs1064213 G/G - rs59593577 T

TNFAIP8,LO0C102 rs250308 T/C

723444

HDAC7 rs55726902 G/A

> rs4801001 /T

CD247 rs2988277 T

- rs7512552 T/C

- rs61192126 /T
= rs12946510 /T
SLC15A2 rs75557865 G/G
> rs9989163 A/A
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dubpunnaumnsa npencepamn

CpeaHuin puck 3.4%

Baw puck 2.46%

B cpeaoHeM dubpunnsauma npeacepanin passuBaetca 'y 3,4% MY>XUUH U Y 2,6% XKEHLLMH.
[Mpn 3aboneBaHnn BepxHUe OTAENbl CepALa, Npeacepamns, COKPaLLATCS
He3(hdEeKTMBHO. DTO BbI3BAHO paCCTPOMCTBOM 3N1E€KTPUYECKMX MPOLLECCOB.

3aboneBaHne BO3HUKAET Kak CUMMTOM APYrux CcepaeyHbix 3aboneBaHun
(Mwemnueckas 6onesHb, NOPOK cepAaLa, apTepuanbHas runepteHsns), iMbo B
pe3ynbTaTte 3n10ynoTpebneHns ankoroneM, NocneonepaumoHHbIX COCTOSHUIA UK
YAAPOB 3N1EKTPUYECKMUM TOKOM. ApUTMUS MOXKET NOSBAATLCS CMOHTAHHO, 3MMU304MYECKH
UM NocTosiHHO. CUMNTOMbI GUBpUNNALMM Npeacepamii: yyaweHHoe cepauebueHme,
AnckoM@opT nnu 60nb B rpyAHOM KNeTKe, HEPUTMUYHBIN NYbC.

Co BpeMeHeM BO3HMKAeT cepeyHast HefoCTaTOYHOCTb, KOTOPAs BblpaXaeTcs
cnabocCTblo, FONOBOKPYXXEHMEM U oabllKon. MHorpa pubpunnsumsa npeacepami
npoTekaeT 6ecCMMNTOMHO. [1ns BOCCTAHOBNEHUS HOPManbHOro pUTMa cepaLebueHmni
NPUMEHSIT (GapMaKoNorMyeckyto U annapaTHyo Tepanuio. 4ns npobunakTmkm
OC/IOXKHEHWIM HA3HAYAT aHTUKOArYNAHTHOE NIeYeHue.
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[eHeTMuyeckme hakTopbl pucka Gpudbpunaaunmn
npencepamu

BapuaHTbl, NoBbIwakoLWLme puck

leH

ZFHX3
LINCO1681
CAV1

IL6R
WNTS8A
IGFIR

MYH6
REEP3
SLC9B1
ASAH1
THRB
CDKé6

KCNN2
CASZ1
MYO0188B
SLC35F1

BapuaHT

rs2359171
rs72700118
rs11773845
rs3853445
rs6689306
rs2040862
rs4965430
rs577676
rs422068
rs12245149
rs10006327
rs7508
rs56181519
rs73041705
rs56201652
rs1458038
rs337705
rs284277
rs133902
rs3951016

leHoTUN

T/A
C/A
A/A
/T
A/A
T
c/C
c/C
c/C
c/C
C/C
A/A
c/C
/T
G/G
2
T/G
A/C
T
T/A

100

BapwuaHTbl, CHUXatoWwue puck

leH

KCND3

SYNE2

DPF3

AOPEP
NEURL1
SPATS2L
PPFIA4

XPO7

ZPBP2

TBX5
SH3PXD2A
KCNH2
LOC105369844
LOC107984728
CAMK2D
KCNIJ5

LRMDA

CEP68
SCN10A
SLIT3
AGBL4
GMCL1

BapuaHT

rs67249485
rs11264280
rs1545300
rs2738413
rs13195459
rs74884082
rs10821415
rs11598047
rs3820888
rs10753933
rs7834729
rs11658278
rs883079
rs35176054
rs7789146
rs12426679
rs74022964
rs6829664
rs12908004
rs76097649
rs10458660
rs7612445
rs2540949
rs6790396
rs12188351
rs11590635
rs6747542

leHoTUN

A/A
c/C
/T
G/G
A/A
/T
c/C
A/A
/T
G/G
T/G
c/C
T
/T
AG
/T
c/C
A/A
A/A
G/G
A/A
G/G
T/A
/G
G/G
G/G
T

MHorodakTopHble 3aboneBaHus

Bknap,
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[lopgarpa

CpeaHuin puck 3.97%

Baw puck 2.64%

C BO3pacToM pacnpoCTpaHEHHOCTb NOAArpbl yBeAMYMBaETCS, NUK 3aboneBaemMocTu
npuxoantca Ha 40-50 net. Yawe BCTpeyaeTcs y My>kumH. B cpeagHeM nogarpa
pazsuBaeTcay 3,97% mMyxxunH u 1,05% xeHwmH.

Moparpa BO3HMKAET 13-3a HapyLeHus paboTbl Noyek. MoyeBas KMCOTa NoNaaaeT B
KpOBb, Pa3HOCKUTCS MO OPraHM3My, HAKanNJMBAETCS B OpraHax U TKaHsX, Kak NpaBuno, B
cycTaBax. [epBbIM CUMNTOMOM CTAHOBMUTCS BOCMAZIEHME MENIKMX CYCTaBOB, Yalle Ha
CTOMaXx: OHW KPaCHEeT, OTeKakT 1 BonAT.

OTnoxeHne KaMHel MOYEBOM KMC/IOTbl B MOYKAX MPUBOAMT K MOBTOPSIOLLMMCS
nuenoHedputaM. g neyeHns HazHa4aT MEAMKAMEHTO3HYH TEPANUIO U AMNETY C
HWU3KMM COLEPXKAHUEM MYPUHOB M ANKOTOSIS.

[eHeTHMyeckmne GakTopbl pMCKa nogarpsl

Bapl/IaHTbI, CHMXawuwmne puck

leH BapuaHt [eHoOTMN Bknap,
SLC2A9 rs12498742 G/A
ABCG2 rs2231142 G/G
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CaxapHbin anabet 2 Tmna

CpeaHuin puck 6.25%

Baw puck 4.66%

B cpeaoHeM B nonynsiumMm caxapHblit AnabeT BTOPOro TMNa pa3BMBAETCS C BEPOSTHOCTbIO
4,37% Yy XeHWWMH 1 6,25% y MyuuH. [pn caxapHoM guabete BTOPOro TMNa CHUXAEeTCs
YYBCTBMTENIbHOCTb TKAHEM K AEeNCTBMIO MHCY/IMHA U BO3HUKAET
WHCYIMHOPE3UCTEHTHOCTb. VIHCYIMH — FOPMOH MOAXKENYA0YHOM XKene3bl, KOTOpPbIi
fenaet MemMbpaHy KneTok NPOHMLAEMON A8 FNHOKO3bl U y4acTBYeT B OOMEHHbIX
npoLeccax B OpraHusme.

|_|pl4 CHMXKEHNUN YYBCTBUTENBHOCTU KNETOK K MHCYJTINHY, IMTIOKO3a HE MOXXET NMonactb B
KNETKU U UMPKYNTNPYET B KPOBMU. KneTtku OpraHn3Ma He NoNy4yakT AO0CTATOYHO SHEPTUMN.
|/|Hcy}'IMH Mpn 3TOM CUHTE3UPYETCA B HOPMaAJIbHbIX U AOaXXeE MOBbILWLWEHHbIX KONMNYECTBaX,
MCTOLLAaA KNETKHU nop,xenyn,quoﬁ XXenesbl.

Mpu caxapHoM anabeTe y NnaumeHTa Xaxaa u CyxocTb BO pTy, 06ubHOE
MOYemncnyckaHue, 3y Koxu, cnabocTb, OXKMpPEHME, NNOX0 3aXKMBAKOT paHbl. JleueHune
AvabeTa BTOPOro TMna Ha4YMHaeTCs C AMeTbl U yMepeHHoM GU3nYeckon Harpysku. Ha
6onee no3gHUX cTagusax 3abonesaHUs UCNONb3YIOT EKAPCTBEHHbIE Npenaparbl,
KOTOPble CHUXXAKT BCACbIBAHME MTHOKO3bl B KULIEYHUKE U €€ CUHTE3 B MEYEHU, U
MOBbILAKT YYBCTBUTENbHOCTb TKAHEMN K MHCYNIUHY.
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[eHeTMUyeckme hakTopbl pUcka caxapHoro amabeta

2 TUNa
BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWwue puck
leH BapuaHT [eHoTMN Bknap, leH BapuaHT [eHoTMN Bknap,
JAZF1 rs849135 G/G PPARG rs1899951 T/T
SUGP1 rs10401969 T/C TCF7L2 rs7903146 c/C
LOC107986598 rs9369425 G/G - rs7923866 T/T
- rs2972144 G/G WEFS1 rs1801214 c/C
NOTCH2 rs2493394 A/G IGF2BP2 rs7651090 A/A
HLA-DQB1,HLA- rs1063355 G/G HNF1B rs11651755 T/T
DQOB1-AS1
GCKR rs780094 C/C ARAP1 rs1552224 A/C
- rs10811661 T/T CDKAL1 rs7756992 A/A
- rs7138300 c/C SSR1 rs1050226 G/G
ADCY5 rs11708067 A/A MTNR1B rs10830963 c/C
LOC105370275 rs1359790 G/G LOC105375716,S  rs3802177 G/A
LC30A8
- rs11257655 (¥2) - rs2867125 (¥2)
CHUK rs11591741 G/G ZZEF1 rs8068804 G/G
LOC107984063,L  rs1009358 T/T PINX1 rs10100265 Cc/C
INC02576
ANK1 rs516946 c/C ZBED3-AS1 rs6878122 A/A
MACF1 rs2296173 A/G - rs459193 G/A
- rs7177055 A/A - rs12970134 G/G
PTH1R rs11926707 c/C RBMS1 rs7572970 G/A
UBE2E2 rs1496653 A/A DGKB rs17168486 c/C
- rs6059662 G/G LOC105369705 rs11048456 T/T
LOC105369709 rs10842994 Cc/C - rs72892910 G/G
NFKBIL1 rs2857605 T/T - rs576674 A/A
NRXN?3 rs7144011 G/T - rs17411031 C/G
THADA rs17334919 Cc/C - rs12681990 T/T
SOCS2 rs11107116 G/T RPSAP52 rs2261181 c/C
PITPNM2 rs940904 A/A COBLL1 rs13389219 (2y
- rs77258096 c/C PAM rs7729395 c/C
CMIP rs2925979 (¥2) LOC101927502 rs2796441 G/A
CTTNBP2 rs13239186 T LOC107986166 rs6808574 (¥2)
FAM234A rs9940149 G/G LYPLAL1-AS1,LO  rs2820426 G/A
C107985272
FTO rs7185735 A/G ADAMTS9-AS2 rs6795735 (2)
KCNJ11 rs5215 T/C ZNF664-RFLNA rs825476 T/C
GLIS3 rs10974438 A/C PROX1-AS1,PRO rs340874 2y
X1
HORMAD2 rs16988333 A/A POC5 rs2307111 T/C
KCNQ1 rs2237892 c/C HLA-DOB rs2071479 c/C
SPHKAP rs7561798 A/G CDKN2B- rs1063192 A/G
AS1,CDKN2B
- rs2191348 T/G
- rs4502156 T/C
ST6GAL1 rs3887925 T/C
PLEKHA1 rs2421016 (¥2)
- rs622217 T/C
LOC105375508 rs13234269 T/A
NDUFAF6 rs7845219 T/C
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MoyekaMeHHasa 6one3Hb

CpeaHuin puck 5.5%

Baw puck 3.66%

MouekameHHas 6one3Hb BCTpeyaeTcs npuMepHo y 13% HaceneHus, Yale BCero B
Bo3pacTe 25-50 net. OcHOBHasg NpuynHa 3aboneBaHmns — HapylweHne obMeHa
BELLECTB, NpuBoAsLLee K 06pa30BaHMIO HEPACTBOPUMbIX COMEN, U3 KOTOPbIX U
bopMUpPYHOTCA KaMHKU — ypaTbl, docdaTbl, okcanaTbl. OCHOBHbIE CUMMNTOMbI 60NE3HU —
60nb, NOSIBNEHME KPOBU B MOYE, paCCTPOMCTBO MOYEUCMYCKAHUS BNAOTb O OCTPOM
3a4,epXXKN MOYM.

Bonun HoCaT HecTepnUMBbIN XapakTep, 06bIYHO MNOSBAKIOTCS B MOSICHUYHOM 061acTU
cfieBa WM Cnpasa, MOTYT pacnpoCTPaHATLCS BHU3 XMBOTA M 06nacTb naxa. Yacto 3tm
CUMNTOMbI MPOBOLMPYIOTCS ABUXKEHUEM, USMEHEHWEM MONOXEHUS TeNa Un
dU3NYeCKNUMK Harpyskamu. JleyueHne 3aBUCUT OT MECTOMONIOXKEHUS, pa3MepoB, COCTaBa
KaMHS YU HANMUYUS OCIOXKHEHUMN.

OAHMM M3 HanMeHee TPaBMaTUYHbIX METOA0B SBNSETCSA IHA0CKOMNMYECKA KOHTAKTHAs
AUTOTPUNCKS (MANTOMHBA3MBHBIM CNOCO6 ApobneHns kamHen). Npu onTMManbHOM
pa3Mepe M COCTaBe KaMHeN BO3MOXHO MX pa3pyLleHMe yIbTPa3BYyKOM.

[eHeTnyeckme PaKTopbl pUCKA MOYEKaMEHHOM

BapuaHTbl, NoBblLWatowWme puck BapuaHTbl, CHUXKatowWwue puck
leH BapuaHt [eHoTUn Bknag leH BapuaHt [eHoTUn Bknag
ALPL rs1256328 (@2) LOC105369301,C rs199565725 -/-
LDN14
RGS14 rs12654812 G/G
CASR rs7627468 G/G
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Mwemunyeckas bonesHb cepaua

CpeaHuin puck 6.5%

Baw puck 4.23%

B pa3BuTbIX CTpaHax Ha MLeMKUYecKyto 6onesHb cepaua npuxoamnTcs okono 30 %
cMepTHOCTU. B cpeaHeM oHa pa3BmBaeTcs y 6,5% MyxXumH 1 4% xeHwuH. [NopaxeHne
MMOKapAa HacTynaeT B pe3y/ibTaTe pacCTPOMCTBA KOPOHAPHOIr0 KpOBOOOpaLLeHUS:
HapyLlaeTca 6anaHc Mexay HeobXxoaMMbIM M peanbHO NOCTYNAKLWNUM K CEpAEYHOM
MblLULLE KPOBOTOKOM.

Mwemnueckaa 6onesHb cepaua NposiBNSETCA KAk 3arpyaMHHag 60nb, CBs3aHHas C
$n3MYeCKOoM Harpy3Kom uam CTpeccoM, oAbllKa, HapyweHue putMa n nepebou B
paboTe cepaua, cnaboctb. Co BpeMeHeM K CMMMNTOMaM A06aBnseTcs npusHak
CepAeYHOM HeOCTaTOYHOCTM — Nepuoanyeckme 0TeKMU, HAUMHAKLLMECS C HUXKHUX
KOHeYHocTen. MeamMkaMeHTO3Has Tepanms BKIKOYAET aHTUarperaHTol, 6eta-
afpeHob610KaTopbl U FTMMNOX0NiIeCTePUHEMMYECKUE NpenapaTbl.

[eHeTnyecKkne PakTopbl pUCKa NeMmnyeckom
6onesHn cepaua

BapwuaHTbl, noBbIWatoWwme puck BapwuaHTbl, CHUXatoWUe prcK
leH BapuaHt [eHoTMN Bknap, leH BapuaHt [eHoOTMN Bknap,
SH2B3 rs3184504 T/T ANGPTL4 rs116843064 G/A
SRFBP1 rs113075218 A/A PHACTR1 rs9349379 A/A
- rs11637783 T/T SMG6 rs170041 T/T
- rs602633 G/G LINC02398 rs10841443 c/C
IL6R rs4845625 T/T - rs17581137 c/C
TMEM106B rs11509880 A/A TGFB1 rs4803455 A/A
CFDP1 rs12930452 G/G LPA rs55730499 c/C
HSD17B12 rs7116641 G/G GUCY1A1 rs7692387 G/A
CENPW rs1591805 A/A - rs12980942 G/A
ATP1B1 rs1892094 c/C - rs10131894 C/C
CFB rs2072633 G/G - rs9501744 /T
COL4A2 rs9515203 T/T JCAD rs9337951 G/G
- rs73015714 G/C LOC102724596 rs16948048 A/A
PALLD rs7696431 T/T Cc1s rs11838267 /T
LDLR rs6511720 G/G SMAD3 rs17228058 G/A
- rs1250229 /T MIA3 rs17465637 C/A
ZNF335 rs3827066 (¥2) ABCG8 rs6544713 C/C
- rs11806316 G/G LOC105377505 rs13118820 c/C
ZFPM2,L0C1053 rs10093110 G/G - rs28451064 G/G
75696
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TDRKH
LIPA

ARHGEF26

PLPP3

COL4A1
LOC105376208
HNF1A

BORCS7-ASMT,A
S3MT

ORICH1

FLT1

TNS1

IGF2R

SHROOM3
CCM2
PLEKHG1
PCSK9
PLCG2
NCOA6
FNDC3B
COL4A2

ARID4A

HTRA1
ARHGAP26
TEX41,L0C1005
05498
CDKN2B-AS1

rs7617773
rs974819
rs4593108
rs7412
rs10857147
rs7678555
rs668948
rs11810571
rs2246942
rs7766436
rs12493885
rs1508798
rs17114046
rs4918072
rs11617955
rs944172
rs2244608
rs659418
rs3740390

rs73082363
rs9513112
rs61741262
rs10512861
rs688359
rs7306455
rs12500824
rs2107732
rs17080091
rs11591147
rs7199941
rs6088590
rs12897
rs3809346
rs7633770
rs975722
rs112635299
rs2145598
rs1561198
rs4752700
rs246600
rs2252641

rs2891168
rs1321309

/T
“
C/C
C/C
T/A
C/A
A/A
G/G
G/A
“
c/C
/T
A/A
G/A
/T
2
G/A
/T
C/C

/T
G/A
/T
G/G
G/A
G/G
G/A
G/G
c/C
G/G
G/A
2
G/A
G/A
G/A
G/A
G/G
G/A
2
G/A
“
T

G/A
G/A

106

(I Ly R R R Y R LI I RNy R I R L R ST ]
LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

AGT

DHX38
TARID
NBEAL1

STAG1
SCARB1

MRAS

ATP2B1

LPL
LOC105372112
MAD1L1
DAGLB

TSPAN14
ZPR1
DHX58

UNC5C
NOS3
ZEB2
ZC3HC1

UMPS
ILRUN

MAP3K7CL
N4BP2L2
FU12825

C5orf67

TRIMS

LPL

BMP1

HGFAC
LOC107987026

SWAP70

LINC02542
PRKCE

rs699
rs2107595
rs1050362
rs2327429
rs115654617
rs6842241
rs667920
rs11057830
rs185244
rs2681492
rs15285
rs6997340
rs9964304
rs10267593
rs7797644
rs16986953
rs17680741
rs964184
rs2074158

rs3775058
rs3918226
rs6740731
rs11556924
rs186696265
rs4678145
rs2814993
rs76954792
rs11099493
rs2832227
rs9591012
rs11170820
rs9367716
rs260020
rs60154123
rs3936511
rs11601507
rs6997330
rs6984210
rs16844401
rs896655
rs6905288

rs2954029
rs10840293
rs3895874
rs4613862

rs582384

MHorodakTopHble 3aboneBaHus

A/A
G/G
c/C
“
c/C
c/C
G/T
G/G
c/C
/T
“
C/C
A/A
G/A
T
G/G
“2
c/C
/T

/T
c/C
G/G
“2
c/C
G/G
G/G
c/C
G/A
A/A
G/A
c/C
G/T
c/C
c/C
A/A
c/C
G/G
c/C
G/G
G/A
G/A

T/A
G/A
G/A
C/A
C/A

LIIXTTITT Y]
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Bapuko3Hoe paclumpeHme BeH

CpegHui puck 27.8%

Baw puck 23.07%

Bapuko3Hoe paclumpeHune BeH B 3aBUCUMMOCTHM OT nonynaumm Bcrpedaetca y 10-30%
MWPOBOrO HaCeNeHUs M Yalle pa3BMBAETCS Y XKeHWUH. OCHOBHOM NPUYMHOM
BO3HMKHOBEHUSI BAPMKO3HOIO PaCLUIMPEHUS BEH SIBNSETCS HapyLleHUe QyHKLMM
BEHO3HbIX KnanaHoB. KnanaHbl B BEHAX OTKPbIBAKOTCS, KOrAA KPOBb TEYET K CepALy, a
3aTeM 3aKpbIBAKOTCS, YTOObI OCTAHOBUTb 0OPaTHbIM MOTOK KPOBMU.

Ecnv 371 knanaHbl cnabble Man NOBpeXAEHHbIE, KDOBb MOXET TEYb Ha3ag, U
CKanIMBaTbCA B BEHE, Bbi3blBas €€ PACTKEHME M CKpyunBaHue. K dakTopaM pucka
BAapMKO3HOMO pacCLUMPEHNS OTHOCATCA OTArOLLEeHHAs HAaCNeACTBEHHOCTb, XXEHCKMM Mo,
MOXMSIOM BO3pacT, Macca Tesa, bepeMeHHOCTb, CTosYas paboTa M HEKOTOpble Apyrue
dakTopbl. CUMNTOMbI BApMKO3HOIO pacluMpeHmMsi BEH BK/IOYALOT B cebs npocTynatoLme
Ha KOXHbIX MOKPOBaX BEHbl TEMHO-(PUONETOBOIO UM CUHETO LIBETA, CKPYUYEHHbIE U
BbIMYK/1bl€ BEHbI, TAKKE BO3MOXHO OLLYLLEHWE BOMM UM TSXKECTU B HOTAX, HOKEHUS,
My/SbCaLMM, MbllLEYHbIE CMAa3Mbl M OTEKM FONeHeN, 060cTpeHne 60M Nnocsie A0Aroro
CUAEHUS UMW CTOSIHUS, 3y, BOKPYT OLHOW MM HECKOJIbKMX BEH, MU3MEHEHME LiBETA KOXM
BOKPYF BapMKO3HO paCLUMPEHHOM BEHbI.

JleyeHne 3aBUCUT OT CTagMM NATOSIOTMYECKOTO npouecca n ero CUMMNTOMOB. Ha
Ha4allbHbIX CTaanaxX U Npn OTCYTCTBUU Y NaUUEHTa LI,MCKOMq)OpTa ne4vyeHMe MOXET He
npoBOAMNTbLCA. Cpe,u,m METOoa0B /1e4eHnsa eCTtb yaaneHne BapmMKo3HO paClUMPEHHbIX BEH,
d TaKXe CKneneaHme CTeHOK BEH C LEeNIbo NpeKpaleHna KpoBOTOKaA.

[eHeTnyecKkne MakTopbl pUCKa BaApMKO3HOIo
paclMpeHns BEH

BapwuaHTbl, NoBbIWatoWme puck BapwuaHTbl, CHUXatoWue prcK
leH BapuaHnt [eHoOTMN Bknan leH BapuaHt [eHoTMN Bknapn
HDAC7 rs73107980 c/T CASZ1 rs11121615 T/T
NFATC2 rs12625547 T/T - rs7773004 G/G
LBH rs2089657 Cc/C EBF1 rs11135046 T/T
- rs584768 G/A
RSPO3 rs9491696 C/G
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MurpeHb

CpeaHuin puck 7.6%

Baw puck 0.62%

MurpeHb BCTpeyaeTcs novtu y 15% B3pocsbiX, B OCHOBHOM Y XeHLWmH 8o 30 ner.
MNepenaértcs No MaTePMHCKON NTMHUKN. BOZHMKHOBEHUIO MUIPEHM CMOCOBCTBYIOT
HepBHOe U hu3nyeckoe nepeHanpsXKeHne n HEKOTOpPble NuULLEBbIE NPOAYKTHI (Cbip,
LWoKONa4, KpacHoe BMHO), aJIKOro/ib, MPUEM FOPMOHANbHbIX KOHTPAaLENTMBOB,
MEHCTpYauMs, He4oCTaTOK MM M3BbITOK CHA, NOroAHble GaKTOpbI.

Takxe «CMyCKOBbIM KPHOUYKOM» MOTYT CTaTb SPKMIA CBET, MefibKaHWe 1306paxkeHns Ha
3KpaHe TeneBn3opa uau KomnbtoTepa. bonm npu MUrpeHn Yaie BO3HUKAKOT C OAHOM
CTOPOHbI FOM0BbI, HO MHOTAA 6bIBAOT ABYXCTOPOHHUMU. Boib MOXKET 0XBaTbIBaTb
BEPXHIOK YENOCTb, 11a3a U LWet, NyNbCUPOBaTb U YCUAMBATLCS OT CUbHbIX 3aMNaX0B U
FPOMKMX 3BYKOB.

YacTo Bo BpeMsi NpucTyna NosiBASETCS TOWHOTA, YYBCTBO TSHXKECTM U CNa3Mbl B
Xenyake, ppoTa. Hepeako BO3HMKAET rofIOBOKPY)XXEHME M HAPYLUEHUE OpUEHTALMM B
npocTpaHcTee. Bo BpeMsi npucTyna MoXKeT BO3HMKATb Pa3apaXKMTENIbHOCTb U
NoLaBNEHHOE HACTPOEHUE, MPUCYTCTBOBATL BO3BYXAEHME UK, HAOBOPOT, COHNUBOCTD.

Y HekoTOpbIX N0AEN, CTPAAAOWMX MUTPEHBIO, Mepes NPUCTYNOM MOTYT MNOSIBUTLCS
npeaBecTHUKK (aypa). OHM CBMAETENLCTBYOT O CKOPOM Hayane CUIbHOM rO/I0BHOM
6onn. B OCHOBHOM 3TO TyMaH nepep, rnas3amu, roI0OBOKpY>KeHUe, 3puUTesbHbIe,
TAKTUbHbIE U CIYXOBbIE FANIOUMHALMMK, HAPYLWEHUS KOOPAMHALMMK U peun,
nnakcmBocTb. CywecTByOT ABA NOAX0AA K TIEYEHMKO MUTPEHW: CHATME CUMNTOMOB BO
BpeMs NpuUcTyna u npodunaktuka.

108



(I Ly R R R Y R LI I RNy R I R L R ST ]
LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

[eHeTHMyecKkne @aKkTopbl pUCcKa MUTPeHU

Bapl/IaHTbI, nosbllWawWmne pnuck

leH

CARF
PHACTR1
DRD2
CNR1
NOTCH3
CYP1A2
VEGFA
LRP1
ICAM1

COMT
DRD3

BapuaHt

rs138556413

rs9349379
1s6275
rs1049353
rs1043994
rs762551
rs2010963
rs11624776
rs11172113
rs5498
rs1024905
rs4680
rs6280

[eHoTMN

c/C
A/A
G/G
c/C
T/C
C/A
C/C
A/C
/T
AG
G/C
G/A
/T
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Bapl/IaHTbI, CHMXawuwmne puck

leH

NRP1
NOS2

SUGCT

STX1A

FHL5

INSR
LTA,LOC1002873
29

NOTCH4

TPH2

TNF

ANKK1

CNR1
SLC24A3

PGR
LOC105377986
STX1A

BapuaHt

rs10155855
rs2506142
rs2297518
rs10166942
rs4379368
rs1611115
rs6951030
rs28455731
rs4081947
rs140174
rs11759769
rs2860174
rs909253

rs422951
rs1386486
rs3093664
rs1800497
rs7766029
rs2023239
rs4814864
rs1042838
rs1268083

rs941298

[eHoTMN

A/A
A/A
G/G
/T
c/C
/T
T/G
G/T
A/A
A/G
G/A
A/A
A/G

C/C
A/G
A/A
A/A
c/C
/T
G/G
C/C
T/C
G/A

MHorodakTopHble 3aboneBaHus

Bknap,
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OxunpeHue
CpeaHuin puck 37.9%
Baw puck 30.77%

KonnyecTBo ciyyaeB OXXMPeEHUs pacTeT C KaXAabiM roaoM U yxe npesblicuno 500 MaH
yenoBeK BO BCeM Mupe. B cpegHeM 3aboneBaHue Bctpeyaetcs 'y 37,9% My>XUuH 1
41,1% >eHwmH. 3aboneBaHne BbI3BAHO HEMPABU/IbHBIM 0OPa30M XU3HU, HAPYLUEHWEM
MUTaHKUS, HELOCTAaTOYHON PU3NYECKOM aKTUBHOCTbBIO.

OxupeHue mMoxeT BbITb CneacTemem apyrux bonesHemn: caxapHoro gMabeta 2 tmna,
cuHapoMa KylimHra unuy runotupeosa. Ha nepBon CTagmm OXXUpeHus nosBnseTcs
0AblLLKa, BbICTPas yTOMASEMOCTb, NOBbILWEHHAN NOTAUBOCTb, 3aN0Pbl U B3AYTUE XKMUBOTA.
3aTeM cKonaeHne XMPOBOM TKaHM B OPIOLLIHOM NONOCTU CAABAMBAET U NPUNOAHMMAET
Anadparmy, Bbi3biBas AblXaTe/IbHY HeA0CTAaTOYHOCTb.

>K1BOT yBENMUMBAETCS, BO3HMKAET OLyLLeHUe TaxXecTn (0cobeHHO nocne eapl), K
BeYepy OTEeKAKT HOMW. MaLMeHTbl MeHbLIe ABMIATCS, HEKOTOPbIE HE BbIXOAAT U3
KBApPTMPbI U HYXXAAKOTCA B MOMOLWM. [119 NeyeHUs 0XXKMPEHNUS NPUMEHSIIOT KOMMNEKC
METO[O0B: AMETA, perynsipHole Gusnyeckme ynpaKHeHns 1 N1eKapcTBeHHAs NoaLepxKKa.

[eHeTHMyecKkmne @aKTopbl pUCKa OXKMPEHUS

Bapl/IaHTbI, nosbllWawWmne pnuck BapmaHTu, CHMXawuwmne puck
leH BapuaHt [eHoTMN Bknap, leH Bapuant [eHoTMN Bknap,
FAIM2 rs7132908 G/A - rs6748821 A/G
FTO rs9930333 T/G - rs2168711 T/T
- rs12507026 AT - rs506589 T/T
SLC39A8 rs13135092 A/A

110



LI ITTRT Y]

(I Ly R R R Y R LI I RNy R I R L R ST ]
MHorodakTopHble 3a601€BaHUS  ,gssss88s00e

LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

ATOonMYeckun oepMaTmT

CpeaHuin puck 10.6%

Baw puck 1.83%

ATONMYECKMIA epMaTUT Pa3BMBAETCA NPU FEHETUYECKOM NpeapacnoNoXeHHOCTH, B
15-20 % cnyuyaeB BcTpeyvaetca y geten, y 1-3 % y B3pocnon nonynauuun. B cpegHem y
XEHLMH faHHOe 3aboneBaHme BCTpevaeTcs ¢ yactoton 16,3%, a y myxxunH — 10,6%.
[pn aToNMYeCcKoM AepMaTUTE OpraHM3M CIMWKOM aKTMBHO pearMpyeT Ha ansiepreHbi.

IMu MOryT BbITb MbifbLA PACTEHWUIA, LOMALLHAS Mbl/b, LWEPCTb XXMBOTHbIX, MULLEBbLIE
npoAayKTbl, 6bIToBas xuMus. CHavana NnosiBASKOTCS CYXOCTb M 3yA, KOXM, 3aTEM — OTEK U
KpacHble NSTHA C pacnabiBYaTbiMMK rpaHMLaMu. Mpu pacyecbiBaHMM NOBPEXAAETCS
3NUTENNIA U BO3HMKAET OMPENoCTb KOXM.

|_|pl4 nonagaHunu VIHCbeKLI,l/IM NoSIBNAKTCS THOMHMYKK. [Ing nevyeHms MCNONb3YyHT
npotnBoanieprm4eckme Ccpeancrea.

[eHeTnyecKkne @akTopbl pUCKa aToONMYECcKoro
nepmartmTa

BapwuaHTbl, CHUXatoLWue pucK

leH BapuaHT [eHoTMN Bknap,
PRR5L rs12295535 Cc/C

- rs7927894 c/C

IL6R rs2228145 A/A
RTEL1-TNFRSF6 rs6010620 A/G

B,RTEL1
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HacnencrBeHHble
3200/1€BaHUS

Pa3BuTHe HacneacTBEHHbIX 3a60/1€BaHMI HACTONIbKO CUNBHO OnpeaenseTcs
reHeTMYeCKMMMN 0COBEHHOCTSIMU, YTO HEKOTOpPbIE M3 TaKMX 3ab601eBaHUM NPOABAAOTCS
yXXe Ha paHHUX cpokax 6epemeHHOCTW. [1pn 3TOM BHewHMe dakTopbl (HanpuMmep,
NMUTaHWE, 3KOSIOrMa U ApYyrne) nMbo BOBCE HE UrPatoT HUKAKOW POSiv B PA3BUTUU
HacneacTBeHHbIX 3a6oneBaHnii, NTMBO 0Ka3bIBAKOT MUHMMANIBHOE BAUSIHUE.

B maHHOM pa3pene npuBeaeHbl pe3ynbTaThbl 4J19 KOHKPETHbIX FeHETUYECKMX BAPWMAHTOB,
KOTOpble MOTYT HbITb MPU3HaKaMM HacNeACTBEHHbIX 3aboneBaHui. MHOTMe U3 3TUX
reHeTUYeCKMX BAPUAHTOB SIBNSAKOTCS pPeLEeCCUBHbIMM — 3a60/1€eBaHME MOXKET Pa3BUTbCS
TONBbKO B TOM CJly4ae, eC/in y YesloBeKa eCTb [Ba OAMHAKOBbIX FreHeTu4eckunx aedekra,
KaXXAbl/ M3 KOTOPbIX MNOJIy4eH OT OTLA M OT MaTepu. Eciv Bbl yHacnenoBanm ToNbKo
OZMH BAapUaHT reHa, Bbl ABASETECh kHOCUTENeM» 3aboneBaHus. Hocutenn obblvHO He
nMetoT 3aboneBaHus, HO MOTyT NepeaaTb BAPUAHT reHa CBOUM AEeTAM.

O6paTuTe BHUMAHME, YTO UCCNEeA0BaHHbIE HAMW FEHETUYECKME BapUaHTbl OXBaTbIBAOT
TONIbKO HEKOTOPOE MOAMHOXECTBO BO3MOXHbIX BApMAHTOB, KOTOPblE MOTYT BbITb
CBSI3aHbl C 3a6oneBaHMeM. TakuMm 06pa3oM, y BaC MOTyT NPUCYTCTBOBATb M Apyrue
BapWaHTbl, HE OXBAY€EHHbIE HALIWM TECTOM.
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HacnenctBeHHble 3a60neBaHms

Bce nccnenoBaHHble HAaCNeACTBEHHbIE

3a00/1eBaHMUS

HazBaHue

bonesHb Wapko-Mapu-TyTta, Tn 4A
AnpeHonernkoanctpodus
UnTtpynnuHemums, Tmn 2

bonesnb LWapko—Mapu—TyTa, Tun 2A2
bonesHb Wapko—Mapu—Tyta, TMn 2C
bonesnb MNowe 1 TMna

Cunpgpom MELAS

3-MeTUNINyTakoHOBas aunaypus, Tun 7
Leduumnt pakropa Xl

Cunppom Xybepa, TMn 7

Merano6nactHas aHemus, Tun 1 (puHCKmiA)
CuHppom OrpeHa

MMMyHO-KocTHag aucnnasus lWumke
Cunppom COACH

BpoxpeHHas MblweyHas guctpodus Iixchenbaa

HacneacrseHHas remMopparmyeckada TeneaHrnakrasmng, Tin 2
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Crartyc

He BbiaBneHo
BapMaHTOB

He BbisBneHo
BApWMaHTOB

He BbiiBNeHO
BapuWaHTOB

He BbIBNeHO
BApWMaHTOB

He BbigaBneHo
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbiBNEHO
BapWaHTOB

He BbIBNeHO
BApWMaHTOB

He BbigaBneHo
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbisBNeHO
BapWaHTOB

He BbiBNeHO
BApWMaHTOB

He BbiBNEeHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbisBNneHO
BapWaHTOB

He BbisBNeHO
BapWaHTOB

MNaTOreéHHbIX

NaTOreéHHbIX

NaToOreHHbIX

MaTOre€HHbIX

MNaTOreHHbIX

NaTOreHHbIX

NaTOreHHbIX

MNaTOre€HHbIX

MNaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX

MNaToreHHbIX

MaTOre€HHbIX

MNaToOreHHbIX

NaTOreHHbIX

NaToOreHHbIX

LIIXTTITT Y]
(LLA LT L Ll ]l



(I Ly R R R Y R LI I RNy R I R L R ST ]
LI LI LI LRI IRl LIl el 1l ad d 0000 0001002 0 00100 10 01420213 0132220 1117}3}

Ha3BaHue

HOBeHWbHbIM NONMN03, CBA3aHHbIM ¢ reHoM SMAD4

Cungpom KodppuHa-Cupuca

CuHppom lepmaHHa-lMannucrepa-Tuaam-Onmua

bonesHb NapknHCOHA, cBS3aHHas ¢ reHom LRRK2

Cunppom WnHuena-fmoeoHa

Axpomartoncus

CepaeyYyHO-KOXHO-MULEBOM CUHAPOM, TvN 1

CuHapoM KoxeHa

Cunppom flermyca

YMCTBEHHag OTCTaNoCTb, CBA3aHHasa ¢ reHoM SYNGAP1

HemanuHoBas muonaTtus, TMn 2

CuHapoM MNeHa-LWokeitpa 1 Tvna

Cunppom Alikapgu-Tyteepec, Tun 7

BpoxaeHHOe HapyweHue AernMKO3UAMPOBaHMS

HapyweHue 6uoreHesa nepokcucom, Tun 1B

Anbda-Tanaccemums

BpoxxaeHHble HapyLeHWst TIMKO3MAMPOBaHUS, TN 1q

Cunppowm MNandodepa

115

IIIXTITTIINIT]
HacneactBeHHble 33601€BAHNS  ,gsss00sss0e

Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbISBNIEHO NATOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NATOrEHHbIX
BapuaHToOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB
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Ha3BaHue

Taenbih KOMOMHMPOBAHHbLIA UMMYHOAEDUUNT C AeDULUTOM

ADA

CuHapoM AHpepceHa-TaBuna

LedUunT KapHUTUH-aUMUNKAPHUTMH TPAHCI0Ka3bl

Cunppom KopHenuu e JlaHre, Tun 2

Mepo3nH-aedunUNTHAS BPOXKAEHHAS MblleYHas AMCTpodus

HelpopereHepaumsa C HAKOMNEHMEM Xenesa, TUM 5

lMurmeHTHan nannnaapHaa nereHepauua

Cunapom WnpuHTueHa-Fonbabepra

Anupunonsa, Tmn 1

HenocTaTouHOCTb KApPHUTUH-NanbMuTouATpaHcdepassl |l

KopTukanbHas gucnnasusa ¢ opyrumu ManbGopmaLmMsamMm Mosra

l'MnepTpoduueckas kapamomMmonaTus, CBzaHHas ¢ reHom MYL2

CuHppom Mopkuo

MoHTOUEpebennapHas rmnonnasus, cessaHHas ¢ reHom EXOSC3

Cnactnyeckas napannerus, Tun 11

CMHApOM ceMelHbIX aHEBPU3M M pacCNOEHMI FPYAHOro oTAeNa

A0pTbl, CBSA3aHHbIN € reHoM PRKG1

LeduumnT KapHUTUH-NanbMuTOUNTpaHcdepassbl I, MnageHyeckas
dopmMa

CuHppom Kpy3oHa ¢ YEPHbBIM aKaHTO30M
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbISBNIEHO NATOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NATOrEHHbIX
BapuaHToOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB
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HazBaHue Crartyc

CemeliHas pecTpUKTMBHAs KapaMomMuonaTms He BbIIBNEHO NATOreHHbIX
BApMaHTOB

KoHeyHocTHO-nosicHag muoanctpodms, Tun 1C He BbISIBIEHO NATOreHHbIX
BApWaHTOB

Mykononucaxapmpno3s VI tuna He BbISIBNIEHO NATOreHHbIX
BApMaHTOB

HekeToTnyeckasa runepramumnHemMms He BbISIBAEHO NATOrEHHbIX
BApMaHTOB

MepeuyHag runepokcanypms, Tmn |l He BbIIBNEHO NATOreHHbIX
BApMaHTOB

Cnactuyeckaq napannerus, Tmn 3 He BbIIBNEHO NATOreHHbIX
BApMaHTOB

HenoctaTouHOCTb apruHasbi He BbISIBNEHO NAaTOreHHbIX
BapMaHTOB

HepoctatouHocTb PpykT030-1,6-6MchocdaTasbl He BbIIBNEHO NATOrEHHbIX
BAPWMaHTOB

KoHeyHoCTHO-NnosicHas Muoanctpodus, Tmn 25 He BbISIBNEHO NATOreHHbIX
BApWMaHTOB

Mykononucaxapmzos IIB Tnna He BbIsSIBIEHO NATOreHHbIX
BApWMaHTOB

AyTOCOMHO-AOMUWHAHTHas noTeps cnyxa, Tmn 9 He BbISIBNEHO NAaTOreHHbIX
BapMaHTOB

HepoctaTtouHOCTb NpoTenHa S He BbiIBNEHO NAaTOreHHbIX
BApWMaHTOB

Cnactuyeckasa napannerus, Tmn 4 He BbiBIEHO NaTOreHHbIX
BApMaHTOB

ApUTMOreHHast AMcnnasus NpaBoro xenygoyka, tun 11 He BbISIBIEHO MaTOreHHbIX
BApMaHTOB

dyko3naos He BbISIBNEHO NAaTOreHHbIX
BApWaHTOB

Nnccanuedanus, tmn 1 He BbISIBIEHO NAaTOreHHbIX
BApMaHTOB

Cunppom Toctu He BbISIBNEHO NATOreHHbIX
BApMaHTOB

Cnactuyeckaa napannerus, Tmn 7 He BbIsBNEHO NAaTOre€HHbIX
BApMaHTOB
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Ha3BaHue

Acnapatunrnoko3aMmHypms

KasepHo3Has ManbdopmaLmMsg ronoBHOro Mo3ra

MepBuYHbIA MMMYyHOAEDULMT, TUN 14

CuHapoM HyHaH, TMn 5

HepocTaTouHOCTb CyKUMHAT-NoNyanbaeruanernaporeHassl

ATakcus ¢ geduuMTOM BUTaMMHa E

HeipoHanbHbIN LepouaHbIA AMNOQPYCLMHO3, CBA3AHHbINA C FEHOM

MFSD8

FnyTapoBas auuaypus, Tun 2

Nnccanuedanmg, Tvn 3

HenocTtaTo4HOCTb OPHUTUHTPAHCKapOaMmaasbl

CuHapoM HyHaH, Tun 3

CuHppom Temtamu

bonesHb LWapko-Mapu-Tyta, TMn 2F

PaHHSAg nHGaHTUNbHAA anuienTMyeckas sHuedanonaTus,

CBA3aHHaga ¢ reHoM STXBP1

CuHppoM yanunHeHHoro QT, tmn 2

BpoxaeHHbIM MMacTeEHUYECKMIA CUHAPOM, TUN 4C

PaHHas VIHCI)aHTVIﬂbHaﬂ AnnnenTuYyeckKasa 3Hue¢anonam9,

cBA3aHHaga ¢ reHoM PNKP

MHdaHTMNbHAS HeMpoaKCcoHanbHas ancTpodus
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbisiBNeHO
BapWaHTOB

He BbIBNeHO
BapWaHTOB

He BbigBNeHO
BApMaHTOB

He BbiaBneHo
BapMaHTOB

He BbisBneHo
BApMaHTOB

He BbIsBNeHO
BapWaHTOB

He BbIBNeHO
BAPWMaHTOB

He BbigaBneHo
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbiBNeHO
BapWaHTOB

He BbiBNEHO
BApWMaHTOB

He BbigBNEHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbisBNneHO
BapWaHTOB

He BbIiBNEHO
BapWaHTOB

He BbIBNEeHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbissBNeHO
BapWaHTOB

NaTOreHHbIX

NaToreHHbIX

MaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX

NaToOreHHbIX

MaTOre€HHbLIX

MNaTOreéHHbIX

NaTOreHHbIX

NaTOreHHbIX

MNaTOre€HHbIX

MNaTOre€HHbIX

NaTOreéHHbIX

NaTOreHHbIX

NaToreHHbIX

MNaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX
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Ha3BaHue

CuHppom yannHeHHoro QT, tmn 3

CuHapom Myhre

AyTOCOMHO-peLecCcMBHbIN ocTeoneTpos, Tmn 1

AyTOl/IMMyHHOE 3aboneBaHne MHTEPCTUUMNA NErKnX, CyCctaBoB U

noyek
PaHHSAg nHaHTUNbHAA anuienTMyeckas sHuedanonaTus,
cBsa3aHHag c reHoMm KCNT1

AyTOCOMHO-AOMUHAHTHBIM r’MNodochaTeMUyeckmii paxumT
X-cuenneHHas XpoHWYeckas rpaHynemMatosHas 6onesHb
CuHApOM MeransHuedanmm-noMMUKpoOrnpum-noanaaKkTUInK-
rmapouedanmm

HeoHaTanbHbIM CUHAPOM PUTMAHOCTU U MYAbTUDOKANbHBIX

cyaopor

CeMeitHas BMCLepanbHas MuonaTtus

Mukpo-cnHapom Bapbypra, Tvn 1

HOeduunT 3-ruapoKcn-3-MeTUnrnyTapun-KosH3num A nuasbl

Oedunumnt 3-metunkpoToHmn-KoA kapbokcmnasbl, Tun 1

CuHppom mukpopeneuun 5q14.3

AbetanunonpoTtenHemms

AxoHpgporeHes, Tun 1B

HdedununT ageHUNCYyKUMHATANA3bI

AnpeHoreHnTanbHbIM CMHAPOM BCneacTeme geduumta 17-anbda-

rmapoKcunnassbl
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbISBNIEHO NATOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NATOrEHHbIX
BapuaHToOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB
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Ha3BaHue

ALpeHOreHUTanbHbIM CMHAPOM BCNEACTBME AedUumMTa
21-rmapokcunassl

HacnepnctseHHas nepudepuyeckas HeMponaTus ¢ areHesnen

MO30JIUCTOro TENA

AnkanToHypus

CuHapoMm Anbnepca

Oeduumnt anbda-B-maHHO3MAA3bI

Oeduumnt anbda-1-aHTUTpUNCKHA

CuHapoM AnbcTpéma

AnbTepHupytoLwas remunnerus, Tun 2

CuHppoM AHrenbmaHa

Cunppom Anepta

,ﬂ,erMLI,MT dPrMHNHOCYKUNHAT/INA3bI

AYTOMMMYHHbIA NONMIHAOKPUHHbLINA CUHAPOM, Tvn 1

AyTOCOMHO-OOMUHAHTHAs noTeps cnyxa, Tmn 2A

AyTOCOMHO-L,OMUHAHTHBIM CMHAPOM dnepca-Lannoca, Tmn 4

AyTOCOMHO-LOMUHAHTHAA GopMa OXKMPEHUS, CBA3aHHAA C FTEHOM

MC4R

AyTOCOMHO-peLLeccMBHas notepsa cayxa, tun 1A

AyTOCOMHO-peLecc1BHas noteps ciyxa, Tn 4

AyTOCOMHO-peLLeCcCMBHbIN CMHAPOM Dnepca-Lannoca, Tmn 7
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbISBNIEHO NATOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NATOrEHHbIX
BapuaHToOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB
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Ha3BaHue

AyTOCOMHO-peLLeCCUBHbBIN MONUKMUCTO3 MOYEK

MepBUYHAs ayTOCOMHO-peLeccMBHas MUKpouedanus, cBsizaHHas

c reHoMm ASPM

Cnactnyeckas atakcus Lapnesya-CaxeHé

Cunppom bapae-bupna 1 tuna

Cunppom bapoe-bupna 10 Tuna

CuHppom bapoe-buang 2 tuna

Oeduumnt 6eTa-KeToTMoNassl

beTta-Tanaccemusq

[BYCTOPOHHAS NOOHO-TEMEHHAs MOAMMUKPOTrUPUS

EMOTI/IH-TMaMMH-‘-IyBCTBMTEIIbHaFI 60ne3Hb 6a3anbHbIX raHrIMeEB

HepoctatoyHOCTb OMOTMHUAA3I

CuHapoMm bepbecoHa-®opcMaHa-SlemaHa

CuHppom bpayHa-Buanetto-Ban Jlape, Tn 2

Cuuppom bpyraga 1 tuna

bone3sHb KaH3B3H

CepaeyHO-KOXHO-NULEBOM CUHAPOM, TUM 3

KaTexonamuHepruyeckas nonuMopdHas xenynoukosas

TaxuKapams

LlepebpanbHag donaTHas HeAOCTaTOMHOCTb
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbisiBNeHO
BapWaHTOB

He BbIBNeHO
BapWaHTOB

He BbigBNeHO
BApMaHTOB

He BbiaBneHo
BapMaHTOB

He BbisBneHo
BApMaHTOB

He BbIsBNeHO
BapWaHTOB

He BbIBNeHO
BAPWMaHTOB

He BbigaBneHo
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbiBNeHO
BapWaHTOB

He BbiBNEHO
BApWMaHTOB

He BbigBNEHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbisBNneHO
BapWaHTOB

He BbIiBNEHO
BapWaHTOB

He BbIBNEeHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbissBNeHO
BapWaHTOB

NaTOreHHbIX

NaToreHHbIX

MaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX

NaToOreHHbIX

MaTOre€HHbLIX

MNaTOreéHHbIX

NaTOreHHbIX

NaTOreHHbIX

MNaTOre€HHbIX

MNaTOre€HHbIX

NaTOreéHHbIX

NaTOreHHbIX

NaToreHHbIX

MNaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX
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Ha3BaHue

LlepebpoTeHOMHO3HbIM X0NnecTepos

bonesHb Wapko—Mapu—Tyta, Tun 4C

Cuupgpom CHARGE

HenpoasktopepmanbHbit cuHapom CHIME

UuTtpynnuHemums, Tnn 1

Knaccmnyeckaa ranakrosemMust

Knaccuueckas roMOUMCTUHYpPUA

Cunppom KokkeiHa, tmn |

BpoxpeHHas amerakapuoumTapHas TpomboumutoneHms

BpoxaeHHble HapyLeHWS TTMKO3MANPOBaHKMS, TMN 1a

BpO)KLI,eHHbIe HapyLlweHna rmuKo3nnnpoBaHua, Tun 1c

HacnepctseHHas rnaykoma

Cunppom KopHenun e JlaHre, cBsizaHHbIV € reHom NIPBL

Cunppom KopHenuu pe JlaHre, cBs3aHHbIM ¢ reHom HDACS

Cunppom Koctenno

MykoBucLUMA03

LnctuHypus, TMn B, ayTOCOMHO-A0MUHaHTHAsA dpopMa

[OucTtanbHas cnuHanbHas MblweyHas atpodus, Tmn 1
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbisiBNeHO
BapWaHTOB

He BbIBNeHO
BapWaHTOB

He BbigBNeHO
BApMaHTOB

He BbiaBneHo
BapMaHTOB

He BbisBneHo
BApMaHTOB

He BbIsBNeHO
BapWaHTOB

He BbIBNeHO
BAPWMaHTOB

He BbigaBneHo
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbiBNeHO
BapWaHTOB

He BbiBNEHO
BApWMaHTOB

He BbigBNEHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbisBNneHO
BapWaHTOB

He BbIiBNEHO
BapWaHTOB

He BbIBNEeHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbissBNeHO
BapWaHTOB

NaTOreHHbIX

NaToreHHbIX

MaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX

NaToOreHHbIX

MaTOre€HHbLIX

MNaTOreéHHbIX

NaTOreHHbIX

NaTOreHHbIX

MNaTOre€HHbIX

MNaTOre€HHbIX

NaTOreéHHbIX

NaTOreHHbIX

NaToreHHbIX

MNaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX
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Ha3BaHue

Cunpgpom DOORS

HepoctatouHocTb fodamMuH-6eTa-ruapokcmMnassl

CuHppom [paBe

Muoauctpodums [dioweHa

PaHHSAg nHaHTUNbHAA anunenTMyeckas sHuedanonaTus,

CBA3aHHaga ¢ reHoM ALG13

PaHHA9 MHPaHTUNbHAA anMnenTuyeckas sHLedpanonaTus,
cBsa3aHHasa ¢ reHoM KCQN2

PaHHs9 MHPaHTUNbHAA anunenTMYeckas sHuedanonaTus,
cBa3aHHaga ¢ reHom PCDH19
bonesHb Mabpu

ApuUTMOreHHas amMcnaasus NpaBoro Xenyaouka, Tmn 5

ApUTMOreHHast AMcnaasus NpaBoro Xenygo4ka, tmn 9

OunataumoHHasa kapanommonartums, CBs3aHHas ¢ reHom MYH7

[dungataumoHHas KapanoMuonaTus, CBg3aHHas ¢ reHom RBM20

CemeliHag AM3aBTOHOMMUSA

CeMeliHbIN TMNepUHCYNNHN3M, CBS3aHHbIM ¢ reHoM ABCC8

MNepunoamnyeckas 6onesHb

AHemus (DaHKOHM, rpynna KoMmnaeMmMeHTaumm A

AHemusa DaHKoHM, rpynna komnnemeHTauum C

AHeMunsa MaHKOHM, rpynna KomnnemeHTaumm O
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbISBNIEHO NATOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NATOrEHHbIX
BapuaHToOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

LIIXTTITT Y]
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Ha3BaHue

CvMHApOM NnaBaloLWEen raBaHu

HDedbuumnt dpymapassl

dednunt rnokoso-6-dbocharaermaporeHassl

bonesHb oe Bueo

lnytapoBas aumaypus, Tmn 1

bonesHb MNpke, TMN 1a

bonesHb MNMpke, TMN 1b

bonesHb Mopbca

bonesHb AHpepceHa

bonesHb Mak-Apans

GM1-ravrnno3unpos Il TMna

GRACILE-cuHapom

femoxpomaTtos, Tun 1

FeMoxpomaTo3s, Tvn 2A

bonesHb XapTHyna

CuHppom XencmypTena-saH gep Aa

HacneactBeHHas HENepeHOCUMMOCTb ¢pyKTO3bI

HacneactseHHbIM NnaHKpeaTut
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbisiBNeHO
BapWaHTOB

He BbIBNeHO
BapWaHTOB

He BbigBNeHO
BApMaHTOB

He BbiaBneHo
BapMaHTOB

He BbisBneHo
BApMaHTOB

He BbIsBNeHO
BapWaHTOB

He BbIBNeHO
BAPWMaHTOB

He BbigaBneHo
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbiBNeHO
BapWaHTOB

He BbiBNEHO
BApWMaHTOB

He BbigBNEHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbisBNneHO
BapWaHTOB

He BbIiBNEHO
BapWaHTOB

He BbIBNEeHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbissBNeHO
BapWaHTOB

NaTOreHHbIX

NaToreHHbIX

MaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX

NaToOreHHbIX

MaTOre€HHbLIX

MNaTOreéHHbIX

NaTOreHHbIX

NaTOreHHbIX

MNaTOre€HHbIX

MNaTOre€HHbIX

NaTOreéHHbIX

NaTOreHHbIX

NaToreHHbIX

MNaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX
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Ha3BaHue

LeduumnT cMHTeTasbl ronokapbokcmMnasbl
CeMeliHas runepxonecTtepuHeMums
CuHapoM runepumMmyHornobynnHemun D 1 nepuoanyeckon

NINXopagku

aneproq)quCKaﬂ KapaunomMmonaTtud, CBA3aHHaa C reHoM

MYBPC3

MMnepTpoduueckas KapamomMmonaTus, CBazaHHaa c reHom MYH7

MnepTpoduyeckas kapamommonaTtus, CBa3aHHas c reHom MYL3

lMnepTpoduyeckas kapaguomMmonaTus, cBa3aHHas ¢ reHoM TNNI3

MnepTpoduyeckas kKapaMoMMonaTuns, CBa3aHHaa ¢ reHoM TPM1

YMCTBEHHAs OTCTaN0CTb, CBA3aHHasa ¢ reHoM DYRK1A

M3o0BanepuaHoBas aungemMus

CuHapom XKybepa, Tun 17

CuHppom Xybepa, T1n 2

Cunppom XKybepa, Tmn 23

CuHppom Xybepa, Tmn 5

CuHppom XKybepa, TMn 6

CuHapoM XKybepa, TMn 9

bynnesHbivi annpepmonus Mepamtua

Cunppom Kabyku, tun 1
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IIIXTITTIINIT]
HacneactBeHHble 33601€BAHNS  ,gsss00sss0e

Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbISBNIEHO NATOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NATOrEHHbIX
BapuaHToOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB
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Ha3BaHue

bonesHb Kpabbe

Amaspos Jlebepa, Tmn 2

AmaBpo3 Jlebepa, TMn 4

Amaspo3 Jlebepa, Tvn 9

Jleriko3sHuedanonat1s ¢ NpenMyLL,EeCTBEHHbIM NOPAXEHMEM

CTBOJ1a roS1IOBHOro Mo3ra, CnMHHOINro Mo3ra U NOBbILWEHHbBIM

NaKTaTOM

KoHeyHoCTHO-nosicHas MuoamcTpodums, Tmn 2A

KoHeuHoCTHO-NosgCHag Muoguctpodus, Tmn 2B

KoHeyHocTHO-nosicHaga muoanctpodums, Tun 2C

KoHeyHoCTHO-nosicHag muoanctpodms, Tun 2D

KoHeyHoCTHO-nosicHas MuoamcTpodums, Tmn 2L

KoHeuHocTHO-NosgcHag muoguctpodus, tmn C5

Cunppom flonca-Autua, Tvn 1

LeduumnT anuHHouenoveyHom 3-rugpokcmauni-KoA

AerngporeHasbl X)KUPHbIX KUCNOT

CuHppoM yanunHeHHoro QT, tmn 1

MaTHMCTas AMcTpodus porosumLbl

bonesHb kneHoBoro cupona

CuHppom MapdaHa, Tun 1

CuHapom MapdaHa, Tun 2
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Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BApMaHTOB

He BbIsSIBIEHO NaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbIBIEHO NaTOreHHbIX
BapMaHTOB

He BbISIBNEHO NATOreHHbIX
BApMaHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapM1aHTOB
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Ha3BaHue

Oeduumnt aumn-KoA-perngporeHassl CpefHMX Lenen

bone3Hb MeHkeca

MeTaxpoMaTmyeckas nemkoamcTpodus

MeTunmanoHoBag aumaypus, Tun cblA

MeTnnmanoHoBas aumaypus, Tun cblB

MeTtunmanoHoBas aumaypms, tun cblF

MeTtunManoHoBas aumaypus, Tmn cblC

CuHApoM uctoweHns MuToxoHapuanobHon OHK, cBa3aHHbIN C

reHom FBXL4

CuHppom MoyaT-BunbcoHa

Mykonunugos, Tmn 2

Mykonunuaos, Tun 4

Mykononucaxapmpzos 1 tuna

Mykononucaxapmaos 2 tuna

Mykononucaxapmaos 3A tmna

MHoxecTBeHHas anudu3apHasg aucnnasusg, tun 4

CMHAPOM MYNBTUCUCTEMHOW AMCHYHKLMMU rNafKOM MYCKYNaTypsl

Hedponatnyeckui umMcTmHo3

BpoxxaeHHbIM HeppoTHyeckuii cMHapom, Tmn 1
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbisiBNeHO
BapWaHTOB

He BbIBNeHO
BapWaHTOB

He BbigBNeHO
BApMaHTOB

He BbiaBneHo
BapMaHTOB

He BbisBneHo
BApMaHTOB

He BbIsBNeHO
BapWaHTOB

He BbIBNeHO
BAPWMaHTOB

He BbigaBneHo
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbiBNeHO
BapWaHTOB

He BbiBNEHO
BApWMaHTOB

He BbigBNEHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbisBNneHO
BapWaHTOB

He BbIiBNEHO
BapWaHTOB

He BbIBNEeHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbissBNeHO
BapWaHTOB

NaTOreHHbIX

NaToreHHbIX

MaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX

NaToOreHHbIX

MaTOre€HHbLIX

MNaTOreéHHbIX

NaTOreHHbIX

NaTOreHHbIX

MNaTOre€HHbIX

MNaTOre€HHbIX

NaTOreéHHbIX

NaTOreHHbIX

NaToreHHbIX

MNaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX
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Ha3BaHue

BpoxxaeHHbIM HePPOTUYECKMIA CUHAPOM, TUN 2

HeipoHanbHbIN LepouaHbIA AMNOQYCLMHO3, CBA3AHHHbIN C

reHoM CLN5

bone3Hb HumaHHa-MNuka, TN A

bone3nb HumaHHa-MNuka, TMn B

bone3Hb HumanHa-Muka, Tmn C1

bonesHb HumaHHa-MNuka, TN C2

MeTunmManoHoBas aumnnypud, tTmn mutO, HE OTBEYAKLWaa Ha

Tepanui BUMTaMMHOM B12

OuctanbHag MmonatMa HoHaka

CuHppom HyHaH, TMn 1

CuHppom HyHaH, Tnn 4

CuHapoM HyHaH, Tun 8

[Na30KOXHbIM anbbuHU3M, TMN 1A

[Na30KOXHbIN anbbUHU3M, TUN 2

HecoBepuieHHbI ocTeoreHes, Tun 8

Cuuppowm lMeHapepa

CuHapom [lMeTepc-nntoc

MDeHnNKeTOHYpUS

CuHppom lMuTTa-XonkMHca
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Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbISBNIEHO NATOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NATOrEHHbIX
BapuaHToOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB
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Ha3BaHue

bone3Hb Nomne

HeipoHanbHbIN LepouaHbIA AMNOQYCLUHO3, CBA3AHHHbIN C

reHom PPT1

nepBM‘-IHaFI unnmapHaa gUCKMHE3INA, Tun 15

MNepBUYHAg uMNMapHas AUCKUHE3US, TN 23

MNepBuyHag runepokcanypms, Tmn 1

MepBuYHas runepokcanypums, Tmn 2

npOI'IMOHOBaﬂ aumuaoypua

MNMoueyHas runoypukemus, Tun 1

[MUrMEeHTHbIA peTUHUT, TMN 28

[MUrMEeHTHbIA pETUHUT, TMN 59

CuHppom Petta

Pusomennyeckas ToueyHas XoHApoaucnnaasud

CuHppom PybuHwTeHa-Tenbu, tun 1

bonesHb Canna

bonesHb Canaoxodda

Cuuopom SHORT

Cunppowm LerpeHa-JlapccoHa

Cunppom Cmuta-Jlemnum-Onmua
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NATOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BapUaHTOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbIsSIBIEHO NAaTOreHHbIX
BAapUaHTOB

He BbIiBNEHO NaTOreHHbIX
BapMaHTOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbISBNIEHO NATOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NaTOreHHbIX
BAapUaHTOB

He BbISIBNIEHO NATOrEHHbIX
BapuaHToOB

He BbiBIEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB

He BbISIBIEHO NAaTOreHHbIX
BAapM1aHTOB

He BbISIBIEHO NATOrEHHbIX
BapuaHToOB

He BbIIBNEHO NaTOreHHbIX
BapMaHTOB

He BbIsBNEHO NAaTOre€HHbIX
BapWaHTOB
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Ha3BaHue

Cuuppom Cotoca, TMn 1
HapknanaHHbIM CTEeHO3 aopTbl
lNpenpacnonoXeHHOCTb K paky MOMIOYHOM XKenesbl U INYHUKOB,

cBa3aHHaga ¢ reHoMm BRCA1

MpeapacnonoXeHHOCTb K paky MOJIOYHOM Xefe3bl U SUYHWUKOB,
cBs3aHHas ¢ reHom BRCA2
MepBUYHBIA CUCTEMHDBIN AeDUUNT KAPHUTMHA

bonesHb Tesa-Cakca

TaHaTodopHasa amcnnasus, tun 1

bonesHb TomceHa

Tpombodunus, cBa3aHHas C pe3nCTEHTHOCTbH aKTUBMPOBAHHOIO

npotenHa C

HelpoHanbHbIM LepoMaHbIM NMNOGYCLUMHO3, CBS3aHHHbIN C

reHom TPP1

AMmnnonaos, cBszaHHbIN € reHom TTR

Ty6epo3Hblit ckiepo3 1 Tuna

Tybepo3HbIi cknepos 2 Tuna

TuposuHemus

bonesHb YHdpeppuxta-SlyHnbopra

Cunppom Ywepa, Tun 2A

Cunppom Ywepa, Tvn 1B

CuHppom Ywepa, Tun 1F
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HacnenctBeHHble 3a60neBaHms

Crartyc

He BbisiBNeHO
BapWaHTOB

He BbIBNeHO
BapWaHTOB

He BbigBNeHO
BApMaHTOB

He BbiaBneHo
BapMaHTOB

He BbisBneHo
BApMaHTOB

He BbIsBNeHO
BapWaHTOB

He BbIBNeHO
BAPWMaHTOB

He BbigaBneHo
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbiBNeHO
BapWaHTOB

He BbiBNEHO
BApWMaHTOB

He BbigBNEHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbisBNneHO
BapWaHTOB

He BbIiBNEHO
BapWaHTOB

He BbIBNEeHO
BapMaHTOB

He BbigaBneHo
BapMaHTOB

He BbissBNeHO
BapWaHTOB

NaTOreHHbIX

NaToreHHbIX

MaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX

NaToOreHHbIX

MaTOre€HHbLIX

MNaTOreéHHbIX

NaTOreHHbIX

NaTOreHHbIX

MNaTOre€HHbIX

MNaTOre€HHbIX

NaTOreéHHbIX

NaTOreHHbIX

NaToreHHbIX

MNaTOre€HHbIX

MNaTOreéHHbIX

NaTOreHHbIX
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HazBaHue Crartyc

CuHppom Ywepa, TMn 3A He BbiiBIEHO MaTOreHHbIX
BApMaHTOB

Oeduunt aumn-KoA-gernaporeHasbl O4eHb OAJIMHHbIX LEMNen He BbISIBIEHO NATOreHHbIX
BapMaHTOB

bonesHb Bunnebpanpa, Tvn 1 He BbISIBNEHO NATOreHHbIX
BApMaHTOB

CuHapoM Yokepa-Bapbypr He BbiIBNEHO NATOreHHbIX
BApMaHTOB

Mporepus B3poCabIX He BbIIBNEHO NATOreHHbIX
BApMaHTOB

bonesHb BunbcoHa-KoHoBanoga He BbISIBIEHO NAaTOreHHbIX
BapMaHTOB

CuHapoMm Byaxayca-CakaTtm He BbISBNEHO NMaTOreHHbIX
BapMaHTOB

MuoTybynsapHas MuonaTtus He BbISiIBNEHO NMaTOreHHbIX
BAPWMaHTOB

CuHppom You-Hoover-Fong He BbISIBNEHO NATOreHHbIX
BApWMaHTOB

CuHppowm LlenbBerepa He BbIsBNEHO NAaTOre€HHbIX
BApWMaHTOB
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[TuTarHue

Bce KOMNOHEHTbI HAWEro NUTaHUS MOXHO YCNOBHO pa3aesimtb Ha MakKpOHYTPUEHTDI, K
KOTOPbIM OTHOCATCA benku, Xupbl 1 yrnesoabl, U MUKPOHYTPUEHTbI, K KOTOPbIM
OTHOCATCA BUTAMUHbI U MUHEPAlbI.

YenoBek yCTpoeH TaknMM 06pa3oM, YTO OCHOBHbIM UCTOYHMKOM SHEPruu AN ero
KM3HELEeATENIbHOCTM ABASIOTCA YINIEBOAbl, @ CTPOUTENIbHBIM MaTepPManoM AN KNeTok —
6enKku v xupbl. BUTaMUHbI U MUHEpPAsbl HE SIBASIOTCA UCTOYHUKOM SHEPTUM U HE CyXKaT
CTPOMUTE/IbHBIM MATEPUANOM ANs KNETOK M TKaHeM, 0fHAKo OHWM HENOCPeACTBEHHO
YYaCTBYIOT B YCBOEHMM MUTATEIbHbIX BELLECTB M PETYNSLMM BCEX BAXKHbIX QYHKLMIMA
opraHuama. MUKpOHYTPUEHTbI KaK Gbl «AMPUKMPYIOT» BCEM «OPKECTPOM» HALLEro
obMeHa BelecTB. HyTpueHTbl A0/MKHbI MOMAHOCTHIO YA0BIETBOPSATH NOTPEOHOCTD
OpraHu3Ma B 3HEpPruu ANs XU3HELEATENbHOCTM U B CTPOUTENIbHOM MaTepuane ans
KNETOK, KOTOPble HENPEPbIBHO 0GHOBAAKOTCS.

OcobeHHOCTH 0OMeHa BeLeCTB KaX bl YeNOBEK yHAce0Ban OT CBOMX NPeakos, U
KaXxabl MMeeT pa3Hble NOTpebHOCTU B MAaKpO- U MUKPOHYTPUEHTax. Hanpumep, BceM
HaM HY>XHbl BUTAMMHbI, OAHAKO KaXXAOMY M3 HAaC — pa3HOe MX KOJIMYECTBO.
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2282 BuTtaMuHbl M MUHEpans

BUTaMUHbI U MUHEpPAaJibl

Mpu3Hak

ApaxupoHoBag KMCoTa

(omera-6)

Jloko3aneHTaeHoBas
kucnota (oMera-3)

ButamuH B6

ButamuH B5

ButamuH E
Xeneso

[aMMa-nMHoNIeHoBas
Kucnota (oMera-6)

Juromo-ramma-
JNIMHONEHOBAsA KNC0Ta
(omera-6)

ButamuH B12
ButamuH A

JlnHoneBaga KMcnoTta
(omera-6)

JMKo3aneHTaeHoBas
kucnota (oMera-3)

[loko3aTeTpaeHoBas
kucnota (oMera-6)

JNloko3arekcaeHoBas
kucnota (oMera-3)

Anbda-nnmHoneHoBas
Kucnota (oMera-3)

Kanbumi

Pesynbrar

Y ntofei ¢ BalMM reHOTUMNOM Yallle BbICOKMIA YPOBEHb apaxma0HOBOM
KMCOTbI

Y nogen ¢ BalMM reHOTMNOM Yalle HU3KKI YpOB€Hb [OKO3aneHTaeHOBOM
KUCNOTbI

Bbl npenpacnonioxeHbl K CHUXKEHUIO KOHUEHTPaLMM BUTaMUHa B6

Y nogen ¢ BalMM reHoTMNOM BUTaMMH B5 0BbluHO XyKe ycBamBaeTcs
HEpPBHOM CUCTEMOM, YeM Yy DOJIbLLIMHCTBA JIOAEN, MOITOMY €ro YPOBEHL B
KPOBU MOXET ObITb BbICOKMM

Bbl npegpacnonoXXeHbl K CHUXXEHUK YPOBHA BUTAMUHA E
Bbl npegpacnonoXXeHbl K NMOHUXEHUIO YPOBHA Xenesa

Y noaen ¢ BawWnM reHOTMMNOM Yalle BbICOKUM YPOBEHb rAMMa-
JIMHONEHOBOW KMCNOTbI

Y nopen ¢ BalMM reHOTMNOM Yalle BbICOKMIA YPOBEHb AUIOMO-raMMa-
NIMHONIEHOBOM KUCNOTbI

Y nogen ¢ BalMM reHoTMNOM 06bIYHO CpefHUIA YpOBEHb BUTAaMUHA B12
Y nogen ¢ BalMM reHoTMNOM 0ObIYHO CpeaHMUn YPOBEHb BUTAMUHA A

Y noaen ¢ BawnM reHoTUMNOM Yalle HU3KUIM YpOBEHb JIMHONEBOW KMCNOThI

Y noaen ¢ BawnM reHOTMMNOM Yalle BbICOKM YPOBEHb
3MKO3aneHTaeHOBOM KMCNOTI

Y nopen ¢ BaWmM reHoTUMNOM Yalle HU3KMIM YpOBEHb AOKO3aTETPAEHOBOW
KMCNOTbI

Y nogen ¢ BalMM reHoTMNOM 06bIYHO BbICOKMI YPOBEHD
J0KO3arekcaeHoBOMW KMCNOThI

Y ntogen ¢ BalMM reHOTMNOM Yalle BbICOKMIA YpOBeEHb aNbda-
NIMHONEHOBOM KUCNOTbI

Y noaei ¢ BalMM reHOTUNOM M36bITOK KanbLug 06bIYHO Nyylle BbIBOAUTCS
W3 OpraHu3ma, 4em y 6onblIMHCTBA Ntoaeit. [o3ToMy ero ypoBeHb B KpOBM
MOXeT OblTb HOPMaNbHbIM
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ApaxmnaooHoBasg KMcoTa (oMera-6)

ApaxnaoHOoBas KMCNOTa OTHOCUTCS K oMera-6-noJIMHEHACIWEHHbIM XXUPHbIM
KMCNIOTaM. DTM KMCNOTbl HapsiAy C OMera-3 urpatoT BaXKHYH posib B MeTabonunsme u
SIBNIAOTCA HE3AMEHMMbIMU: OPraHN3M YeNOBEKA HE MOXET CUHTe3MPOBaTb UX U3
npocTbix BewecTB. OgHAaKo oMera-6 u oMera-3 MMerT pasHble QYHKUMM B OpraHu3Me.

YyeHble CYMTAIOT, YTO OMera-6 ABAAKTCS NpoBOCNaNINTENIbHbIMKN areHTaMm, a omera-3 —
npoTnBOBOCNAJIUTE/IbHBIMU. Ee3yC)'IOBHO, BOCnaneHume aBngaeTcqa O4e€Hb Ba>XXKHbIM
npoueccom 1 NOMOraeT 3alluTnuTb OpraHn3m OoT VIH(bGKLI,VIIZ, HO XpOHM4YeCKoe
BOCMaJIEHME MOXET CNOCOOCTBOBATH pa3BUTUIO 3aboneBaHum. nO3TOMy nccnenoBaTesin
nonarakT, 4YTO AneTa C BbICOKUM COAEP>)KAHNEM oMera-6, HO C HU3KMM — OMera-3 He
ABNAETCA 3,EI,OPOBOI7I, B TO BpEMA KaK ANETA, KOTOPAaA BK/IKOYAET B cebs
c6anchmpOBaHHoe KO/MYeCTBO AaHHbIX KNUCNOT, NoJsieé3Ha Angd opraHn3ma.

EAMHCTBEHHbBIM MCTOYHMK OMera-6 — nuua. B yactHoCTM, apaxmaoHoBas KMcnoTa
COAEPXMUTCA B TaKMX NPOAYKTAX, KAK XXMPHOE MACO, NeYeHb, CenbAb, N0COCh, TpeckKa.
[MoNMHEeHACbIWEHHbIE XXMPHbIE KMCOTbI 3aLLMLLAKT KOXY OT narybHOro aemcrems
COMTHEYHbIX Iy4er U OKMCIUTENbHOMO CTpecca, MHIMbUpyoT paboTy
NPOBOCMANUTENbHbBIX areHTOB, CNOCOOCTBYIOT 3aXKMBNEHUIO PaH, CTUMYNIUPYIOT
YHUUTOXEHME (anonTo3) 310Ka4YECTBEHHbIX KIETOK.

ITO CHMXAET PUCK Pa3BUTMS aTONMMYECKOro AepMaTuTa, NCopmasa, akHe U
3/10Ka4eCcTBEHHbIX HOBOOGpa3oBaHuit. CoaepykaHme apaxnaoHOBOM KUCNOTbl 3aBUCUT
He TONbKO OT AMETbI, HO U OT FrEHETUYECKUX (PAKTOPOB, KOTOPbIE BAUSIIOT Ha ee
MeTabonusm.

BbisiBIeHHbIE BApUAHTDI

leH BapuaHT Baw reHoTmn
MYRF rs174535 T/C
PDXDC1, NTAN1 rs16966952 G/G
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[loko3aneHTaeHoBas Kncnota (oMera-3)

[loko3aneHTaeHoOBas KUCNOTa OTHOCUTCS K OMera-3-nosIMHEHAChIWEHHbIM XUPHbIM
KMCNOTaM. DT KMCNOTbl UTPAIOT BAXHYIO pOJSib B MeTabonnsme u SBnsiTCs
HEe3aMeHUMbIMU: OPraHM3M YeoBeKa He MOXET CMHTE3UMPOBATb MX U3 NPOCTbIX
BellecTB. EAMHCTBEHHbIA UCTOYHUK OMEra-3 — nuiua.

B yacTHOCTM, LOKO3aneHTaeHOBas KUCI0Ta COAEPXKUTCS B XXMPE MOPCKUX
MJIEKONUTAIOLWMX U XXMPHOWM pbibe. Kak u apyrue omera-3 KMCNOThI,
[LOKO3aneHTaeHoBas KMC/I0Ta NOMOraeT KoXXe HOpMasibHO QYHKLMOHUPOBATL, YTO
BIUSIET HA €€ BHEeLIHNI BUA. TakxKe NONMHEHACHIWEHHbIE XMPHbIE KUCNOTbI 3aLWMLLALT
KOXY OT NarybHOro AenCcTBUS CONMHEYHbIX y4ein U OKUCIUTENbHOIO CTpecca,
MHIMBMPYIOT paboTy NPOBOCNANMTENbHBIX areHTOB, CMOCOBOCTBYHOT 3AXKMBIEHMIO PaH,
CTUMYNUPYIOT YHUUTOXEHME (@aNOMNTO3) 3/TI0KAYECTBEHHbIX KNETOK.

ITO CHUXAET PUCK pa3BUTMUS aTONUYECKOrO AepMaTUTa, MCOpMasa, akHe U
3/10KaYeCcTBEHHbIX HOBOOOpa3oBaHuMi. CopepkaHme [OKO3aneHTAaeHOBOM XXUPHOM
KMCNOTbl 3aBUCUT HE TOJIbKO OT AMETbI, HO M OT reHeTUYecknMx hakTopoB, KOTOPbIE
B/IMAIOT HA ee MeTabonnsm.

BbisiBNIeHHbIe BapuaHTbl

Fen BapuaHT Bauw reHoTMN
FADS1 rs174547 T/C
GCKR rs780094 c/C

ELOVL2-AS1 rs9393915 C¢/C
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ButamMuH B6

Bonopacteopumblin BUTaMUH B6 (MMpuOoOKCHMH) NoNagaeT B OpraHM3M UCKNKYUTESNBHO C
nuwen. OH BAMSET HA CUHTE3 HEMPOMEANATOPOB (CEPOTOHMHA, A0(PAMMUHA, rAMMa-
AMUHOMACNISIHOM KUCNOTbI) M y4acTBYeT B paboTe HepBHOM cucTeMbl. KpoMe Toro,
NMUPUAOKCUH y4acTBYET B CMHTE3e reMornobumHa — 6enka, KOTopbl HAXOAUTCS B
KPaCHbIX KNeTKaX KPOBU (3pUTPOLUTAX) U NEPEHOCUT KUCIOPOL K OPraHaM M TKAHAM.

Butamun B6 perynupyet paboTy HEKOTOpPbIX reHOB, OTBeYaeT 32 0OMeH I0KO03bl U
aMMHOKMCIOT, 32 CMHTE3 XXMPOB, 06pa3yrowmx MembpaHbl KneTok. [103ToMy BaxHO
CnefuTb 32 YPOBHEM 3TOr0 BUTaMUHA B opraHu3me. O cepbe3Hbix Nobo4HbIX 3ddekTax,
CBSI3aHHbIX C Mepefo3MpoBKOM BUTaMMHA B6, Moka He n3BeCTHO.

NHoraa n36bITOK NTMPUAOKCUMHA NPOSIBNSETCS YYBCTBOM OHEMEHMS B HOraX, yCTanoCTbio,
pa3gpaxuTenbHocTbio. JeduumT BuTaMmMHa B6 MOXHO onpeaenuTb No OTeKy U
MOKPACHEHMIO A3blKa, MOSAB/IEHUIO S3BOYEK B YrONKAX PTa, KOHbIOHKTUBUTY U
COHNMBOCTU. ButamunH B6 B B0nbLIMX KOIMYECTBAX COAEPXKMUTCS B OpPEXax, OBOLLAX,
LUMTPYCOBbIX PPYKTaX U aBOKAAO.

BbisiBNIeHHble BapuaHTbl

leH BapuaHt Baw reHoTun
ALPL rs1256335 A/G
NBPF3 rs4654748 T/C
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ButamuH B5

Butamun B5 (naHToTeHoBag kucnoTa) Tpebyetcsa ans o6MeHa X1Mpos, YrneBonos,
AMUHOKMUCNOT. BUTaMUH MrpaeT BaXKHYH ponb B perynsiuum UMMYHHOM CUCTEMB,
CNocobCTBYET YCBOEHMIO APYTMX BUTAMUHOB, CTUMYNIMPYET NEPUCTANbTUKY KULLIEYHMKA.
HenocTaToK MaHTOTEHOBOM KMCNOTbl B OPraHM3Me NpuBOAMT K HapyLLeHnaM obmeHa
BeLecTB, HA OCHOBE KOTOPbIX Pa3BMBAKOTCS AepMaTUTbl, 0b6ecLBeYnBaHne U
MOBbILWEHHOEe BbiNageHWe BooC.

[MoBbIWaeTCs KUCNOTHOCTb B XenyaKe, YTO MOXET CTaTb NPUYMHON Pa3BUTUS
3ab0n1eBaHuUI Xenyao4HO-KMILEYHOro TpakTa. [TaHTOTEeHOBAs KMCNOTA COAEPXKMUTCA B
ApOxKax, PpykTax, opexax, 606ax, KMBOTHbIX NPOAYKTAX.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn

SLC5A6 rs1395 A/A

139



ButamuH E

ButamuH E (Tokodepon) nopaepxmBaeTt 3HepreTuyeckyo GyHKUMIO U 3alumuiaeT
mMeMbpaHbl KneTok oT nospexaeHus. OH yyacteyeT B cuHTese [AHK, PHK v paaa
BaXKHbIX O6enKOoB, perynupyeTt paboTy UMMyHHOM cuctemsl. [pn nepuumrte BuTammHa E
NPOUCXOAUT pa3spyLleHne KPaCHbIX KPOBSHbIX KNETOK, KOTOpOe NPUBOAMT K aHEMUMW.

[MOCKONIbKY aKTMBHOCTb BUTAMMHA 3aTparnBaeT NOYTM BCE TKAHM M OpraHbl, HeXBaTKa
ToKO(deposia nopaxkaeT MbilLbl, Bbi3biBaeT becnnoane n apyrue 3aboneBaHus. BaxxHo
cnenuTb 32 ypoBHEM BuTaMuHa E B opraHusme. bonbuwe Bcero ButammHa E B Macne u3
NPOPOLLEHHON MNIWEHMLbI, YyTb MEHbLLE — B COEBOM, XJIOMKOBOM, MOACOMHEYHOM U
KYKYPY3HOM Macnax.

Tokodepon cooepXXMTC B NeYeHn, opexax, IMYHOM xenTtke u coe. Butamuu E —
XXMPOPACTBOPMMBIN U MOXET HAKanIMBaTbCS B OpraHn3ame. He ctouT 3n0ynotpebnstob
TokOo(eposioM, ocobeHHOo B cocTaBe bAL.

BbisiBNeHHble BapuaHTbl

Fen BapuaHT Bauw reHoTUn

ZPR1 rs964184 c/C
CYP4F2 rs2108622 c/C
SCARB1 rs11057830 G/G
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Xenes3o BXxoamT B COCTaB reMornobunHa — 6enka, KOTOpbl TPAHCNOPTUPYET KUCTOPOA, K
OpraHaM M TKAHAM, a TaKXe COAEPXMTCA B ApYrMx 6enkax, peryivpylLmx npouecc
KNETOYHOro AbixaHus. [ToBbILWEHWE UNU CHUXEHME KOHLEHTPALMK Xene3a B KPOBU
MOXET HEraTMBHO CKa3bIBaTbCS Ha 340pOBbe. Tak, Npu ero n3bbITO4HOM NoTpebneHun ¢
buonornyeckn akTMBHbIMM A06aBKAaMM BO3HMKAET NOCTOSSHHOE YyBCTBO C/1IaboCTH U
yCTanoCTH, B TO BpeEMS KaK MPU HACNEACTBEHHbIX COCTOSIHMAX, CBSA3AHHbIX C
neperpy3koin opraHu3ma »enie3oMm, 3a4acTyro Pa3BMBAETCS NOPAXKEHUE MEYEHM,
CYCTaBOB M MOAXKENYAO4YHOM Xenesbl.

Heduumnt xxenesa BcneacTBMe HEAOCTAaTOYHOMO ynoTpebneHus npoaykToB, 6oraTbix
3TUM MUKPO3NEMEHTOM, W/IN U3-3a FrEHETUYECKN 00YCIOBNEHHOMO HApPYLIEHNUS ero
BCACbIBAHUS NPUBOAMT K YaCTbIM rONI0BHbIM 6019M, BbipaXKeHHOM 61e4HOCTU U CyXOCTH
KOXM, CNaboCTu U CHUXKEHHOW NEPEHOCMMOCTM (DU3MYECKOM HArpy3ku. YacTb xenesa
0cBOOOXAAETCA NpU perynsipHOM pacnage KPacHbIX KNeToK KpOBM B Ccefie3eHke, HO
OCHOBHOE KOJIMYeCTBO MOCTYNaeT C nuiien. MCTouHMKK xenesa: MAco, snua, 6060Bble,
Kpynbl, 0BOLM. XXeHWMWHAM B MEPMOL MEHCTPYALMMN UK BepeMeHHOCTU HeobXoanMo
nosyy4atb 6onblue Xenesa, YeM B Apyrue OHM.

BbisiBNeHHble BapuaHTbl

Fen BapuaHT Baiu reHoTn
TFR2 rs7385804 A/C
TMPRSS6 rs4820268 G/G
LOC108783645, HFE rs1799945 c/C
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[aMMa-nnMHoneHoBas Kncnorta (oMera-6)

[aMMa-IMHONIEHOBAA KMCI0Ta OTHOCUTCA K OMera-6-noJIMHEHACILEHHbIM XUPHbIM
KMCNOTaM. ITU KMCNOTbl HApa4y C OMera-3 urpatoT BaXKHYK ponb B MeTabonusme u
SIBNAKOTCS HE3AMEHMMbIMU: OPraHN3M YENOBEKA HE MOXET CUHTE3MPOBATb MX U3
npocTbix BewecTs. OgHako oMera-6 1 oMera-3 uMetT pasHble GYHKLMM B OpraHU3Me.

YyeHble CYUMTAIOT, YTO OMera-6 ABNAKTCS NnpoBOCMaNINTENIbHbIMKN areHTamMm, a omera-3 —
npoTnBOBOCNAINTE/IbHBIMU. Ee3ycnosHo, BOCnaneHume aBngaeTcqa o4eHb BaXXKHbIM
npoueccoMm U nNoMoOraeT 3alluTnTb OpraHn3M oT VIHCDGKLI,VIVI, HO XpOHKN4YeCKoe
BOCMaJIEHME MOXET CNoCcoHCTBOBATH pa3BUTUIO 3aboneBaHui. r|O3TOMy nccnengosartenn
nonarakT, 4YTO AneTa C BbICOKUM COAEP>)KAHNEM oMera-6, HO C HU3KMM OMera-3 He
ABNAETCA 3,D,OpOBOVI, B TO BpEMA KaK AMNETA, KOTOPaa BK/IKOYAET B cebs
C6aﬂaHCMpOBaHHOG KO/MYecCTBO AaHHbIX KUCNOT, NoJsieé3Ha Angd opraHn3ma.

EQMHCTBEHHbBIM MCTOYHMK OMera-6 — nuua. B yactHoCTH, raMMa-nMHONEHOBAsA KMCOTa
COLEPXMUTCA B PACTUTENbHbIX Macsax. [NoMHeHACbIWEeHHbIe XMPHbIe KUCAOTbI
3aWMLLAOT KOXY OT NarybHOro AencTems COTHEYHbIX Jly4en U OKUCIUTENbHOIO CTpecca,
MHIMBMPYIOT paboTy NPOBOCNANMUTENbHbIX AareHTOB, CMOCOOCTBYHOT 3aXKMBNEHMIO PaH,
CTUMYNUPYIOT YHUYTOXKEHUE (arONTO3) 3/I0KaYECTBEHHbIX KNETOK.

ITO CHMXAET PUCK Pa3BUTMS aTONMMYECKOro AepMaTuTa, NCopmasa, akHe U
3/10Ka4yeCcTBEHHbIX HOBOOOpa3oBaHui. CogepkaHme raMMa-IMHONEHOBOM KMCNOTbI
3aBUCUT HE TONbKO OT AMETbI, HO U OT FEHETMYECKMUX (HaKTOPOB, KOTOPbIE BAUAKOT Ha ee
MeTabonunsm.

BbisiBNeHHble BapuaHThl

leH BapwuaHT Baw reHoTun
FADS1 rs174547 T/C
PDXDC1 rs1121 G/G
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[nroMo-raMMa-niMHoIeHOBas KNCNOTa
(oMera-6)

OuroMo-raMMa-nMHoONEHOBas KUCN0Ta OTHOCUTCS K OMera-6-noIMHEHACHILLEHHbIM
YXMPHBIM KMCNOTaM. ITU KMCNIOTbI HAapsay C OMera-3 urpatT BaXHY posb B
MeTabonnsMe 1 SBASITCA HE3AMEHUMbIMU: OPraHU3M YENOBEKA HE MOXeT
CUMHTE3UPOBAaTb UX U3 NPOCTbIX BewecTB. OgHaKo oMera-6 n oMera-3 UMeloT pasHble
(YHKLMK B OpraHu3Me.

YyeHble CYUMTAIOT, YTO OMera-6 ABAAKTCS NpoBOCMaINTENIbHbIMKN areHTamMm, a omera-3 —
npoTnBOBOCNAJIUNTE/IbHBIMU. Ee3ycnosHo, BOCnaneHume aBngaeTCca O4e€Hb BaXXKHbIM
npoueccoMm n nNoOMoOraeT 3alluTuTb OpraHM3M oT VIHCIJGKLI,IAVI, HO XpOHKN4YeCKOoe
BOCMAJIEHME MOXET CNOCOOCTBOBATH pa3BUTUIO 3aboneBaHu. r|O3TOMy nccnegosartenn
nonarakT, 4TO AneTa C BbICOKMM COAEP>)KAHNEM oMera-6, HO C HU3KMM OMera-3 He
ABNAETCA 3,ﬂOpOBOVI, B TO BpEMA KaK AMNETA, KOTOPaa BK/IKOYAET B cebs
C6aﬂaHCMpOBaHHOG KO/MYeCTBO AaHHbIX KUCNOT, NoJsieé3Ha Angd opraHn3ma.

EOMHCTBEHHBIM UCTOYHMK OMera-6 — nuuwa. B yactHocTu, AnromMmo-raMma-nMHONEHOBas
KMCNOTa COAEPXKMTCA B HEOONbLIMX KOIMYECTBAX B TAKMX NPOAYKTAX, KakK
pacTUTenbHble Macsa U MACO. [ToNMHEHAChILWEHHbIE XMPHbIE KMCNOTbI 3aLWMLLAIOT KOXY
OT NarybHOro AencTBmS COMTHEYHbIX Iy4en U OKUCIUTENIbHOMO CTpecca, MHIMbupyoT
paboTy NPOBOCMNANUTENbHbIX AreHTOB, CMOCOOCTBYIOT 3aXKMBJIEHUIO PaH, CTUMYJIMPYIOT
YHUUTOXEHME (anonTOo3) 310KAYECTBEHHbIX KIETOK.

JTO CHWXaeT pUCK pa3BUTHUA aTonnM4eCckoro nepmaTtnta, ncopmnasa, akHe u
3/10Ka4eCTBEHHbIX HOBOO6pa3OBaHVIﬁ. Couepx(aHvle ANrOMO-raMMa-IMHONIEHOBOM
KMCNOTbl KNCN1OTbl 3aBUCUT HE TOJIbKO OT AMUETbI, HO U OT FrEHETUYECKUX (baKTOpOB,
KOTOpbl€ B/INAIKOT Ha €€ MeTabonusm.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn
FADS1 rs174556 T/C
PDXDC1 rs4985155 A/A
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ButamuH B12

Butamun B12 (kobanamuH) nogaepxxmBaeT HEPBHYHK CUCTEMY M KPOBETBOPHbIE
dyHKUMK. HepocTaTok BUTaMmHa B12 npuBoanT K pa3BUTMIO aHEMUKU (MANIOKPOBMS),
HapyLLUEeHWI0 YyBCTBA paBHOBECUS, CNaboCcTn 1 oHeMeHuto Hor. ButamuH B12 BaxeH ang
npasunbHoro konuposaHus AHK 1 pasMHOXeHUS KNETOK, MO3TOMY HYXXHO
BHMMATENbHO C1eAMTb 32 ero YpOBHEM B OpraHM3Me.

Ko6anaMuH noctynaeT B OpraHM3M C NULEN U CMHTe3MpyeTCs BaKTepmUaIMM KULLEYHMKA.
JTO BOAOPACTBOPMMbIN BUTAMUH, KOTOPbIM BbIBOAUTCS U3 OPraHn3ma C MOYOM.
Butamuu B12 coaoepXxmTtcs B roBsXXben nevyeHu, MOANKCKaX, SMLax, MONoKe U 31aKax.

BbisiBNeHHble BapuaHThl

leH
CD320
TCN2
ABCD4
MMAA
TCN1
FUT2, LOC105447645
CUBN
CLYBL,
LOC101927437
MMUT
TRDMT1
CPS1

BapuaHT
rs2336573
rs1131603
rs3742801
rs2270655

rs12272669

rs34324219
rs602662
rs1801222
rs41281112

rs1141321
rs56077122
rs1047891
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Baw reHoTun
c/C
/T
T/C
G/G
G/G
A/C
A/G
G/G
C/C

/T
C/C
c/C



ButamuH A

ButamuH A (peTMHoN) oTBEYaeT 3a nogaepxaHue QyHKLUMM KOXKM U KOCTER, BbIPabOTKY
NONOBbIX FTOPMOHOB U 33 CUMHTE3 POAOMNCUHA. DTO 3PUTENbHbBIN MUTMEHT, KOTOPbIN
obpa3syeTcs B KIETKax CeTYATKM rnasa u No3BONSET YeN0BeKY BUOETb B CyMepKax.
BblpaXXeHHbI HeAOCTAaTOK PETUHO/IA NPOBOLMPYET NATONOIMMU: aCTMY, KKYPUHYIO
cnenoty» (pe3koe nageHue 3peHns B cyMepkax), 6onesHu cepaua v CKIOHHOCTb K
MHPEKLMOHHbBIM 3a60n1eBaHUAM.

CyXOCTb KOXM M TPELMHKM B YroNKax pTa — HavaNbHble MPU3HAKM HEXBATKM BUTAMMUHA
A. Tpu 3TOM perynsipHbii NpMeM BbICOKMX 4,03 PETUHOJIA MPUBOAMT K MOPAXKEHMUIO
neyeHu, KOTOpPoe NposIBASIETCS rOIOBHBIMU HONSIMU U OKPALLMBAHMEM NTIAAOHEN, CTOMN U
CM3UCTbIX 0B0N0YEK B XXEeNTbIn LBeT. bepeMeHHbIM CTOUTb 06paTUTL 0coboe
BHMMaHMWe Ha YPOBEHb PETUHONA: BbICOKAS KOHLEHTPALMS PETMHONA B MULLE HEraTUBHO
BAMSET Ha NNOA.

BuTaMMH A COOEPXKUTCS B MEUEHU HEKOTOPBIX XMBOTHbIX, B MOJIOYHbIX MPOAYKTaX,
oBoOLWAXx M dhpyKTax. PETMHON He pacTBOPSIETCS B BOAE, NO3TOMY A1 €r0 YCBOEHMUS
OpraHu3My HY>Hbl XXMPbI.

BbisiBNIeHHbIe BapuaHTbl

[eH BapuaHt Baw renoTun
FFAR4 rs10882272 T/T
- rs1667255 A/A
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JInHonesas kncnota (oMera-6)

JInHoneBas KMCNOTa OTHOCUTCS K OMera-6-noJIMHEeHACbIWEHHbIM XMPHbBIM KUCI0TaM.
DU KUCNOTbI HApAAY C OMera-3 UrparT BaXKHYI posib B MeTabonn3Me U SBNSHOTCS
He3aMeHMMbIMU: OPraHn3M YenioBeka He MOXET CMHTe3UPOBATb UX U3 NPOCTbIX
BewecTs. OgHako oMera-6 1 oMera-3 UMerT pa3Hble PYHKLUUN B OpraHu3Me.

YyeHble CYUMTAIOT, YTO OMera-6 ABNAKTCS npoBOCMaNINTENIbHbIMKN areHTamMm, a omera-3 —
npoTnBOBOCNAJIUTE/IbHBIMU. Ee3yC)'IOBHO, BOCnaneHume aBngaeTcqa O4e€Hb Ba>XXKHbIM
npoueccom 1 NOMOraeT 3alluTnuTb OpraHn3m OoT VIH(bGKLI,VIIZ, HO XpOHM4YeCKoe
BOCMaJIEHME MOXET CNOCOOCTBOBATH pa3BUTUIO 3aboneBaHum. nO3TOMy nccnenoBaTesin
nonarakT, 4YTO AneTa C BbICOKUM COAEP>)KAHNEM oMera-6, HO C HU3KMM OMera-3 He
ABNAETCA 3,EI,OPOBOI7I, B TO BpEMA KaK ANETA, KOTOPAaA BK/IKOYAET B cebs
c6anchmpOBaHHoe KO/MYeCTBO AaHHbIX KNUCNOT, NoJsieé3Ha Angd opraHn3ma.

EAMHCTBEHHbBIM MCTOYHMK OMera-6 — nuuwa. B yactHoCcTM, iMHONeBas KMCnoTa
coaepXuTcs B 60/1bLLIOM KONMYECTBE B paCTUTENbHbIX Macsax. [MonMHeHacCbIWEeHHbIe
YXUPHbIE KMC/IOTbI 3aLMLLAKT KOXY OT NarybHOro AencTBms COTHEYHbIX JlyYen u
OKMCAUTENbHOrO CTpecca, UHrMbuMpytoT paboTy NpOBOCNANUTENBHbBIX areHTOB,
CNOCOBCTBYHOT 3aXKMBNEHUIO PaH, CTUMYIUPYIOT YHUYTOXEHME (QNOonTo3)
3/10Ka4YeCTBEHHbIX KJTETOK.

ITO CHMXAET PUCK Pa3BUTMS aTONMMYECKOro AepMaTuTa, NCopmasa, akHe U
3/10KQ4eCcTBEHHbIX HOBOOOGpa3oBaHuit. CoaepXkaHmue NMHONEBOM KMCNOTbl 3aBUCUT He
TOJIbKO OT AMETHI, HO M OT FeHeTUMYEeCKMX HaKTOpPOB, KOTOPbIE BAUAIOT Ha ee
MeTabonusm.

BbisiBIeHHbIE BApUAHTDI

Fen BapuaHT Bauw reHoTvn
FADS1 rs174550 T/C

PDXDC1, NTAN1 rs1136001 G/G
JMID1C rs7080386 A/A
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JMKO3aneHTaeHOBasa KMCIoTa (omera-3)

JIMKO3aneHTaeHOBas KMCJI0TAa OTHOCUTCA K OMera-3-noMHEHACbIWEHHbIM XMPHbIM
KMCNOTaM. DT KMCNOTbI UTPAIOT BAXHYIO pOSib B MeTabonnsme u SBnsioTcs
HEe3aMeHWMbIMU: OPraHM3M YeNoBeKa He MOXET CUHTE3UMPOBATb MX U3 NPOCTbIX
BellecTB. EAMHCTBEHHbIM UCTOYHUK OMEra-3 — nuiua.

B 4acTHOCTK, 31KO3aneHTaeHOBAas KMCNOTA COAEPXKMTCS B TAaKMX NPOAYKTAX, KaK
NOCOCb, aTNaHTUYeCKas CeNibAb, MOPCKME MOJTHOCKM, BOLOPOC/HY, NeveHb Tpecku. Kak u
Lpyrue omera-3 KMC0Tbl, 3MKO3aneHTaeHOBas KUC/I0TA MOMOraeT KOXe HOPManbHO
GYHKUMOHMPOBATb M MNOAAEPXKMBAET CTPYKTYPbl KNETOUYHbIX MEMOpPAH, YTO BIUSIET Ha ee
BHELUHWIM BMA,. TaKXKe NOMMHEHACBILLEHHbIE XMPHbIE KACIOTbI 3aLLMLLAKT KOXY OT
narybHoro AencTBUS CONHEYHbIX y4er U OKMCIUTENBHOMO CTPecca, MHIMbUpyoT
paboTy NpOBOCNANUTENIbHbIX AareHTOB, CNOCOOCTBYHOT 3aXKMBNIEHUIO PaH, CTUMYUPYIOT
YHUYTOXEHME (anonTo3) 3/10KaYeCTBEHHbIX K/1ETOK.

IJTO CHMXAET PUCK Pa3BUTMS aTONMYECKOro AepmMaTuTa, NCopmasa, akHe U
3/10KaYeCcTBeHHbIX HOBOOOpa3oBaHui. CoaepkaHMe 31MKO3aneHTaeHOBOM XXNUPHOM
KMCOTbl 3aBUCUT HE TOJIbKO OT AMETHI, HO U OT reHeTuYeckmnx hakTopoB, KOTopble
BNMSIOT HA ee MeTabonnsm.

BbisiBIeHHbIE BApUAHTDI

leH BapuaHT Baw reHoTmn
FADS1 rs174547 T/C
ELOVL2 rs3798713 G/C
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[loko3aTteTpaeHoBas kucnoTa (oMera-6)

[loko3aTeTpaeHoOBas KMC/IOTAa OTHOCUTCA K OMera-6-noMHEHAChIWEHHbIM XMPHbIM
KMCNIOTaM. DTM KMCNOTbl HAapsiAy C OMera-3 urpatoT BaXKHYH posib B MeTabonunsme u
SIBNIAOTCA HE3AMEHMMbIMU: OPraHN3M YeNOBEKA HE MOXET CUHTE3MPOBaTb UX U3
npocTbix BewecTB. OgHAaKo oMera-6 u oMera-3 MMerT pasHble QYHKUMM B OpraHu3Me.

YyeHble CYMTAIOT, YTO OMera-6 ABAAKTCS NpoBOCNaNINTENIbHbIMKN areHTaMm, a omera-3 —
npoTnBOBOCNAJIUTE/IbHBIMU. Ee3yC)'IOBHO, BOCnaneHume aBngaeTcqa O4e€Hb Ba>XXKHbIM
npoueccom 1 NOMOraeT 3alluTnuTb OpraHn3m OoT VIH(bGKLI,VIIZ, HO XpOHM4YeCKoe
BOCMaJIEHME MOXET CNOCOOCTBOBATH pa3BUTUIO 3aboneBaHum. nO3TOMy nccnenoBaTesin
nonarakT, 4YTO AneTa C BbICOKUM COAEP>)KAHNEM oMera-6, HO C HU3KMM OMera-3 He
ABNAETCA 3,EI,OPOBOI7I, B TO BpEMA KaK ANETA, KOTOPAaA BK/IKOYAET B cebs
c6anchmpOBaHHoe KO/MYeCTBO AaHHbIX KNUCNOT, NoJsieé3Ha Angd opraHn3ma.

EAMHCTBEHHbIM UCTOYHMK OMera-6 — nuuwa. B yactHocTH, JoKO3aTeTpaeHOBas KMCIOTa
COOEPXUTCA B TAKUX NPOAYKTAX, KaK MACO, NeYEeHb, KypuHble a1ua.
[MONMHEHACHILEHHbIE XXMPHbIE KMCNOTbl 3aLUMLLAIOT KOXY OT narybHoro AencTemns
CONHEYHbIX Iy4er U OKMCIIMTENIbHOIO CTPeCcca, UHrMbuMpyoT paboTy
MPOBOCMANUTENbHbIX areHTOB, CMOCOBCTBYIOT 3aXMBNEHUIO PaH, CTUMYIUPYIOT
YHUUTOXEHME (anonTo3) 310Ka4YECTBEHHbIX KIETOK.

ITO CHMXAET PUCK Pa3BUTMS aTONMMYECKOro AepMaTuTa, NCopmasa, akHe U
3/10Ka4YeCcTBEHHbIX HOBOOGpa3oBaHuit. CoaepyaHme 40KO3aTeTPAaeHOBOM KMUCIOTbI
3aBUCUT HE TONbKO OT AMETbI, HO U OT FEHETMYECKMX (HAKTOPOB, BIMSAIOWMNX Ha ee
MeTabonusm.

BbisiBIeHHbIE BApUAHTDI

leH BapuaHT Baw reHoTmn

FADS1 rs174550 T/C
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[loko3arekcaeHoBas Kncnota (oMera-3)

[loko3arekcaeHoBasi KUCNOTa OTHOCUTCS K OMera-3-nosIMHEHACbIWEHHbIM XXUPHbIM
KMCNOTaM. DT KMCNOTbl UTPAIOT BAXHYIO pOJSib B MeTabonnsme u SBnsiTCs
HEe3aMeHUMbIMU: OPraHM3M YeoBeKa He MOXET CMHTE3UMPOBATb MX U3 NPOCTbIX
BellecTB. EAMHCTBEHHbIA UCTOYHUK OMEra-3 — nuiua.

B yacTHOCTHM, LOKO3arekcaeHoBas KMCI0Ta COAEPXKMTCA B TaKMX NPOAYKTaX, Kak I0COCh,
aTNiaHTMYeCKas Ccenbib, MOPCKME MOJIIOCKK, Bogopocan. Kak n apyrne omera-3
KMCNOTbI, JOKO3arekCaeHoBas KMCN0Ta NOMOraeT Koyxe HopManbHO GYHKLMOHMPOBATb
M NOAAEPXKMBAET CTPYKTYPbl KNETOYHbIX MEMOPAH, YTO BNIMUSET HAa €€ BHELLHUWI BUA.
Takxe NOIMHEHACHIWEHHbIE XXMPHbIE KACNOTbI 3aLMLLAIOT KOXY OT NarybHoro AencTams
CONHEYHbIX NIy4eN U OKMCIIUTENbHOIO CTPecca, MHIMBbMpYHOT paboTy
MPOBOCNANINTENbHbIX areHTOB, CNOCOOCTBYIOT 3aXKMBIEHUIO PaH, CTUMYIUPYIOT
YHUYTOXEHME (aNOoNTO3) 3/10KAYeCTBEHHbIX K/IETOK.

JTO CHUXAET PUCK Pa3BUTUS aTONUYECKOro AepMaTUTa, NCOpmUasa, akHe Uu
3/10Ka4yeCcTBeHHbIX HOBOOBpasoBaHui. CogepXKaHme AOKO3areKCaeHOBOM XUPHOM
KMCOTbl 3aBUCUT HE TOJIbKO OT AMETHI, HO U OT reHeTu4ecknx hakTopoB, KOTopble
BNMAIOT Ha ee MeTabonnsM.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn

ELOVL2 rs953413 A/G
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Anbda-nuHoneHosas Kmcnota (oMera-3)

Anbda-nMHONEHOBAS KMCNOTA OTHOCUTCS K OMera-3-nofiIMHeHaCbIWEeHHbIM XXUPHbIM
KMCNOTaM. DT KMCNOTbl UTPAIOT BAXKHYIO pOJSib B MeTabonnsme u SBnsiTcs
HEe3aMeHUMbIMU: OPraHM3M YeoBeKa He MOXET CMHTE3UMPOBATb MX U3 NPOCTbIX
BellecTB. EAMHCTBEHHbIM UCTOYHUK OMEra-3 — nuiua.

B vacTtHocTH, anbda-nMHONEHOBAs KNCNOTA COAEPXMTCS B TaKMX NPOAYKTaX, Kak
pacTuTenbHble Macna, rpeLlkne opexu, ceMeHa TbikBbl. Kak u apyrue oMera-3 KMcnoThbl,
anbda-NMHONEHOBAs KMCIOTA MOMOraeT KoXe HOPManbHO GYHKLUMOHMPOBATD, YTO
B/IMSIET HA BHELWHMIM BUA. TaKKe NONMHEHACILLEHHbIE XXMPHbIE KUCNOTbI 3aLMLWA0T
KOXY OT NarybHOro AenCcTBUS CONMHEYHbIX y4ein U OKUCIUTENbHOIO CTpecca,
MHIMBMPYIOT paboTy NPOBOCNANMTENbHBIX areHTOB, CMOCOBOCTBYHOT 3AXKMBIEHMIO PaH,
CTUMYNUPYIOT YHUUTOXEHME (@aNOMNTO3) 3/TI0KAYECTBEHHbIX KNETOK.

ITO CHMXAET PUCK Pa3BUTMS aTONMYECKOro AepMaTuTa, NCopmasa, akHe U
3/10Ka4yeCcTBeHHbIX HOBOOOpasoBaHui. Cogepkanme anbda-nMHONEHOBOW XUPHOWM
KMCOTbl 3aBUCUT HE TOJIbKO OT AMETHI, HO U OT reHeTu4ecknx hakTopoB, KOTopble
BNMSIOT Ha ee MeTabonnsm.

BbisiBNIeHHbIe BapuaHTbl

[eH BapuaHt Baw renoTun

FADS1 rs174547 T/C
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Kanbuum

Kanbuui copepXuTcs B OpraHn3me YesnioBeka B BbICOKOW KOHLeHTpaumn. OH nrpaet
pOfib B KNHOUYEBbIX BUOXMMUYECKUX U DU3MONOTMYECKUX PeaKLMIX: COKPALLEHME MbILLL,
cepauebueHne, nogaepxaHne paboTbl BHYTPEHHMX OPraHoOB M COCYAOB, Nepeaaya
MMMySbCa B HEPBHOM cucTeMe. [oBbILEHME YPOBHS KanbLMs MPUBOAUT K
GOPMUPOBAHMIO KAMHEN B MOYKAX UM XKENYHbIX NYTAX.

MosBnsieTcs TOWHOTA, pBOTA, PAa3BMBAETCA AENpPECCHs, TPEBOra, HAPYLLAETCS COH,
BO3HMKaIOT 3amnopbl. M36bITOK KaNbLMa B NULLE CHUXKAET BCACbiBAHUE APYrUX
MMHepanoB. BaxHo cneinTb 3a YpOBHEM 3TOr0 3/1EMEHTA B opraHusme. MpupoaHsbie
MCTOYHMKM KanbLMS: MOMIOYHbIE NMPOAYKTbI, pbiba, OPEXM U 3e/1EHbIE OBOLUM.

BbisiBNeHHble BapuaHTbl

[eH BapuaHT Baw reHoTun
CASR rs1801725 G/G
CASR rs17251221 A/A
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[InweBoe noseaeHne

MpusHak Pesynbrar

BKYC KMH3bI JTopy ¢ BalWMM reHOTMNOM O6bIYHO YYBCTBUTENbHBI K 3aMNaxy U BKYCY
KWH3bl

YyBCTBO ropbKoro Y nogen ¢ BalWMM reHOTMNOM Yalle CHUXKEHHAs YyBCTBUTENIbHOCTb K
ropbkomy
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BKYC KMH3bl

JIMcTba KOpMaHApa, KOTOPble YAaCTO HAa3blBAOT KMH30M, YaCTO MCMOb3YIOT KaK
npunpasy. Y KMH3bl HEMANO LeHUTENEN, HO HEKOTOPbIE CYMTAIOT, UTO pacTeHMe Ha

3anax M BKYC HAaMOMMHAET MbIN10 UK rpsi3b. EAKMIA 3anax KMH3bl 06BACHAIOT BELLECTBa,
KOTOpble B HEM COAEepXKaTCA, HanpuMep, 4euMnoBbii anbaerma,.

BbisiBIeHHbIE BApUaHTDI

leH BapuaHT Baw reHoTmn

= rs72921001 c/C
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YyBCTBO ropbkKoro

MuUNANOHbI NeT Ha3ag YyBCTBO FOPbKOro Obl10 BaXKHO ANS BbIXXMBAHMUS Y€I0BEYECKOro
Buaa. OHo nomMorano pasnnyaTb SA0BUTLIE BELLECTBA, KOTOPbIE, Kak NpaBuo, bbiiu
ropbkumu. CeroaHs 3T0T MEXAHM3M NPOAOIXKAET paboTaTb, HO TEMEPb MOXET
COCNYXXWUTb NIOXYH CNYXKOY.

[MoBbIWEHHas YyBCTBUTENbHOCTb K FOPbKOMY MOXET MPUBECTU K OTKA3y OT NOJIE3HbIX,
HO rOpbKMX MPOAYKTOB: 3€/1eHbIX JIMCTOBbLIX OBOLLEN, peaunca u pensl, rperndpyra u
nomeno, UMbUps, onnueok. OHK copepxkaTt KNeTyaTky, KanbLmMi, XKeneso, Kaaum u
MarHun, Gonunesyo KUCAOTY 1 BUTaMUH C U HYXXHbI B paumoHe Yyenoseka. CTpeMneHue
3arnywnTb ropedb Yas unm Kode MOXeT NPUBECTU K NepeefaHunto CNafKoro.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn
PRH1-PRR4, PRH1, rs2708377 /T
PRH1-TAS2R14
TAS2R38 rs10246939 T/T
PRH1-PRR4, PRH1, rs1031391 G/C

PRH1-TAS2R14
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[IMweBas HenepeHoCUMOCTb

Mpu3Hak

MeTtabonmsm kodenHa

Hel'lepeHOCl/IMOCTb
ankorona

HenepeHocnuMocCTb
NAKTO3bl

HenepeHocuMocTb
rnoTeHa

Pesynbrar

Y nofen c BalMM reHoTMNOM 0ObIYHO HM3Kas CKOPOCTb HEMTpanm3aLmm
KodeunHa
Jlioom ¢ BawmMM reHOTMNOM 06bIYHO HOPMANbHO YCBAMBAKOT aNKOroNb

Jlloay ¢ BAWMM reHOTMNOM 06bIMHO HOPMAJIbHO YCBAMBAKOT SIAKTO3Y

Bbl He npegpacnonoXxXeHbl K HeNnepeHOCUMOCTU TNHITEHA
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MeTabonmnsm kopenHa

KodeunH ctumMynumpyeT LeHTpanbHY HEPBHYO CUCTEMY, YCUIMBAET CEPAEYUYHYIO
LesTeNbHOCTb, BMSAET HA TOHYC COCyA0B. [Tpy OTCYTCTBUMM MEAMULMHCKMX
NpOTMBONOKA3aHUI exxeaHeBHOe ynotTpebneHne KopenHa B yMEPEHHbIX KONMYECTBaX
6e3onacHo. KodpenH gaxke CHMXKAET PUCK HEKOTOPbIX 3ab0/IeBaHMIA, HANpUMep,
6onesHn Anburenmepa u WN3obpeHun.

OZHaKo y HEKOTOPLIX Nitoaen perynsipHoe ynotpebneHne KoderHa MOXET BbI3blBaTb
HEeMNpUSTHbIE CUMNTOMbI: Pa3ApaXXMTENbHOCTb, 6€CCOHHMLLY, rOI0OBHbIE 6OAK U
HapyweHue cepaevHoro putMa. KodenH cogepxutca B kode, Yyae, Kakao, Wokonage,
3HepreTMYecKnx HanuTkax.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn

CYP1A2 rs762551 A/C
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HenepeHOCMMOCTb afikorons

HenepeHoCMMOCTb ankorons y eBponeiLeB BCTPEYAETCS PEXe, YeM Y NpeacTaBuTenei
ApPYrUX STHOCOB: B TEYEHUE ThICAYENETUIA XKUTENM STOTO PETMOHA BbipaLLMBaM
BMHOrpa M MUK BUHO. Yallle BCero HemepeHoCMMOoCTb afikorossi BCTPEYAETCs y
a3unaTtoB. HenepeHoCMMOCTb afikorons Bbi3bIBAET NATONOrMYECKME peakLMu: FOIOBHYIO
60b, yyalleHHOe cepauebueHne, NokpacHeHME NMLa, KOTOPble BO3HWMKAIOT Nocne
ynoTpebneHns CNMpTHbIX HaNUTKOB. Mpy HaNUYMKM HENEPEHOCMMOCTM OT anKorons

cnenyet OTKa3aTbCA.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn

ALDH2 rs671 G/G
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HenepeHoCMMOCTb JIaKTO3bl

J1akT03a — MONOYHbIN Caxap, KOTOPbIA COAEPXKMTCA B MONOYHbIX MPOAYKTAX U COCTOUT
U3 OKO3bl M ranakTosbl. [1ng nepeBapnBaHUa NaKTO3bl OPraHM3M Bblaenser
crneumanbHbii GepMeHT — nakTasy. Y HOBOPOXAEHHbIX BbIpabaTbiBAETCS MHOIO
NaKTasbl, NOTOMY YTO MOJIOKO — MX OCHOBHOE NMUTAHME.

C BO3paCTOM CMHTE3 NAKTa3bl MOXET CHUXATbCS, M3-3a YEr0 BO3HMKAET
HeMnepeHOCMMOCTb MOIOYHbIX NPOAYKTOB. OHa NpOSIBNSETCS PacCTPOICTBOM
NULEeBapeHuns: 60a9Mu, B3AYTUEM XUBOTA, AMapeeit. JTakTo3a CoaepXMUTCS KakK B
MOJIOKE, TaK U B KUC/IOMOJIOYHbIX MPOAYKTaX.

OfHako nocnenHWe CoOAepXKaT elle M nakTasy oT 6akTepui, KOTopble BbipaboTanu
MOJIOYHYO KMCNOTY. [pn cnaboi NakTo3HOM HeNepeHOCMMOCTU MOXHO ynoTpebnsTb
MOJIOYHbIE NPOAYKTbl B OFPAaHUYEHHbIX KosindecTBax. [1pn CMNbHOM — TONbKO
cneunanbHble MOTIOYHbIE NPOAYKTbI C YMEHbLIEHHbIM COAepXXaHMEM NAKTO3bl:
6e31aKTO3HOE MOIOKO M pa3finyHble BUAbI PACTUTENbHOrO MONOKA (COEBOE, pUCOBOE,
MWHAANbHOE 1 Apyrue). HepocTaTok NakTasbl MOXHO BOCMOJIHUTL B BUAE
Guonornyeckn akTMBHOM J0OABKMW.

BbisiBNIeHHbIe BapuaHTbl

[eH BapuaHt Baw renoTun
MCM6 rs4988235 A/G
MCM6 rs182549 T/C
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HenepeHOCMMOCTb MTEHA

[NIOTEH MK KNENKOBUHA — OGENOK, C MOMOLLbIO KOTOPOTO 3/1aKOBbIE PacTeHMUS
3anacatot aHepruto. OH COEepXKMUTCS BO MHOTUX 311aKax: B NIIEHULIE, pXU, suMeHe. CaM
no cebe rNTEH HE ONAaCeH, HO Y NI C LieIMakMein — BbipaXKEHHOM
HENEepPeHOCMMOCTbIO II0TEHA — OH BbI3bIBAET BOCMANUTENbHYIO PEAKLIMIO B TOHKOM
KMLLEYHMKE.

Co BpeMeHeM 3T0 NPUBOAMT K NMOBPEXAEHWUIO CIM3UCTOM 060N0UKM U HAPYLUEHUIO
BCACbIBAaHUA BCEX NUTATE/IbHbIX BELLECTB. XpOHMYECKAsi HEXBATKA BUTAMMHOB U
MWHEpanoB HapyLwaeT paboTy opraHn3Mma. [NIOTeH COAepXKMUTCA B NPOAYKTAX U3 MYKU U
B nonydabpukartax, u3-3a o6aBAeHUS B HUX MLIEHUYHOro KpaxMana. Jliogsam ¢
BblpaYKEHHOW HENEPEHOCUMOCTbLIO FNHOTEHA PEKOMEHAYETCS NONHOCTLI MCKIHYUTD M3
pauMoHa BCE NIWEHMYHbIE NPOAYKTbl, BHUMATENIbHO BbIOMPATb KETUYYN M APYrylo eay, B
KOTOPOM KpaxMan MOXeT MCNOJIb30BaATbCS B KayecTBe 40OABKM.
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BbiiBIeHHbIe BapUaHTbI

[eH
LOC107986589, HLA-
DQA1
MIZ1
MMEL1
LOC105378083,
TAGAP
ATXN2
LOC105371664
PUS10
PTPN2
PLEK
LPP
LINC01934
KIAA1109
IL12A-AS1
ICOSLG
ETS1
LOC101927840, ICOS
LOC105371082
ARHGAP31
LOC105377022
BACH?2

BapwuaHT

rs2187668

rs7454108
rs1250552
rs3748816
rs2327832
rs1738074

rs653178
rs10903122
rs2816316
rs13003464
rs802734
rs1893217
rs17035378
rs1464510
rs13010713
rs13151961
rs917997
rs17810546
rs4819388
rs11221332
rs4675374
rs12928822
rs11712165
rs13314993
rs13098911
rs10806425
rs9792269
rs296547
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Baw reHotun

c/C

T/C
A/A
A/G
A/G
i

C/C
G/A
A/C
A/G
A/A
A/A
T/C
A/A
A/G
A/A
c/C
A/A
i
T
c/C
c/C
T/G
/T
T
C/A
A/A
T






[eHeTMKa CBs3aHa C NpeapacnooXEHHOCTIMM K TUMNaM CMOPTUBHbLIX Harpysok.
OcobeHHOCTM MeTaboM3Ma NOMOryT B NEPCOHaNIbHOM noabope husmyeckomn
aKTUBHOCTM.

XOpOIJJO M3BECTHO, YTO AaXe npu NOOBUTENBCKUX 3aHATUSX CNopTOM HeEpeako
CNy4yaroTCa TpaBMbl. OcHoBbIBAsiCb Ha MeToaaX pacyeTa pUCKOB paCnpoCTpaHEHHbIX
386OHEBaHVIﬁ, Mbl BbIHUCTNUNN BEPOATHOCTb BO3HUKHOBEHNA Y BAC CNMTOPTUBHBLIX TPaBM U
3aboneBaHui, CBA3aHHbIX C UHTEHCMBHbIMU Harpyskamu.
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Ddusmnonornga 1 Metadbonmsm

MpusHak Pesynbrar

YpoBeHb cBobogHoro IGF-1 Y nofelt ¢ BaliMM reHOTMNOM 06bIYHO NMOHMXKEHHbI YPOBEHb
csobogHoro IGF-1

YpoBeHb L-KapHUTUHaA Y nogen € BalwMM reHOTMNOM Yalle NOBbILWEHHbIA YPOBEHb L-
KapHUTHHA

YpoBeHb 3pUTPONO3THHA Y nogen ¢ BawuM reHOTUMNOM Yalle MOHMXKEHHDbIM YPOBEHb
3pUTPONO3TMHA

YpoBeHb 3pUTPOLUTOB Y nogen ¢ BalwmMM reHOTUNOM Yallle cpefHee CoaepXaHue
3pUTPOLIUTOB

YpoBeHb nenumHa Y nogew € BalmMM reHOTMNOM Yalle CpefHuli YPOBEHb NeNLLMHA B
KpOBMU

YpoBeHb BanunHa Y nogen ¢ BalwMM reHOTMNOM Yalle CpefHUIM YpOBEHb BaNMHA B
KpOBMU

YpoBeHb TeCToCTepoHa Y nofen ¢ BallMM reHoTUMNOM Yalle CpefiHMIM YPOBEHb TECTOCTEPOHA

YpoBeHb Y nogev € BalwMM reHOTMNOM Yalle CpefHuii YpoBEHb

LUTMOPOTECTOCTePOHA AWUTMOPOTECTOCTEPOHA
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DOusnonorus 1 Metabonmam  SRERRRRILREE

YpoBeHb cBo60aHOrO |GF-1

NHcynuHonopo6Hbin dpaktop pocta 1 (IGF-1) — ropMOH, HANOMKHAKOLWMI NO CBOEN
XUMMYECKON CTPYKTYype MHCYNNH. OH obnagaeT BblpaXKeHHbIM aHabonmMyeckum
3pdeKToM, CTUMYNINPYS NPOLLECCHl CMHTE3a. M3-3a 3Toro HekoTopble 6oanbunaepsl
MCNONb3YIOT NuLeBble f06aBku, cogepxawme IGF-1, pns yckopeHHoro Habopa
MbILIEYHOM Macchl.

BoipaboTtka IGF-1 yBennumBaetca npu pusnyeckom Harpyske n ynotpebneHnn B nuiy
6onbworo konnyectsa 6enka. Kpome Toro, Ha Hee BAUSIOT U reHETUYECKUE
0COOEHHOCTM OpraHM3Ma.

BbisiBNIeHHbIE BApMaHTDI

leH BapuaHT Baw reHoTmn

- rs700752 G/G
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DU3NONOTUS U METABONN3M  SRRERIRIRZRS

YpoBeHb L-KapHUTKUHA

TecT onpenenun y BaC BapMaHT reHa, KOTopbli CBSI3aH € 6onee BbICOKUM
cogepxXaHuem L-KapHUTUHA B KpOBU. He3HauMTeNbHOE NoBbIWeHMe YPOBHS L-
KapHMUTMHA B pe3ynbTaTax aHaM30B MOXeT ObITb HOpMON Ans Bac. KapHUTHUH
y4acTBYeT B KNeTOYHbIX npoueccax. OH npeobpasyeT xXupbl B Monekynbl ATO,
Heobxoanmbie gns paboTbl Mbiwl,. KapHUTUH, CBOBOAHO LMPKYAUPYHOLLNUIA B
KPOBMW, HE Y4aCTBYEeT B 3HEPreTM4eCckoM obmMeHe. BbICOKMI YpOBEHb KApHUTMHA
B KPOBM MOXET YKa3blBaTb HA HEAOCTATOUYHY BOCMIPUNUMUYNBOCTb K HEMY KNETOK
N, KaK cnegctene, Ha CHMXKEHHY 3G PeKTUBHOCTb MeTabonunima.

KapHuTMH — BelwecTBO, NOXOXee No CTPYKType Ha BUTaMuHbI rpynnbl B. KapHuTuH
CUHTE3UPYETCA B NEYEHM M MOYKAX M y4acTByeT B Mpeobpa3oBaHUM XXMPOB B MONEKYb
AT® — UCTOYHMK SHEPTUM B OpraHmM3Me. ITOT NPOLLECC 3aBMCUT OT COrTACOBAHHOM
paboTbl MHOXecTBa hepMeHTOB. KapHUTUH aKTUBHO NPUMEHSETCS CMOPTCMEHaMU Ans
NoBbIWeHNs 06Lweln BbIHOCIMBOCTH, @ TAKXKe B pacyeTe Ha HapalimMBaHMe MbIWL, U
6onee MHTEHCMBHOE CKMUIAHWE XMpa, XOTS 3TU ABa 3D PeKTa He A0KA3AHbI.

BbisiBIeHHbIE BApUaHTDI

leH BapuaHt Baw reHoTmn
= rs1466788 G/G
PEX5L rs9842133 T/T
SLC22A4 rs419291 T/C
SLC16A9 rs1171615 T/T
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®usnonorus u Mmetabonunsm

YpoBeHb 3pUTPOMO3TUHA

[OPMOH 3pUTPONO3TUH BbipabaTbiBAETCA B NOYKAX U perynmpyet obpasoBaHue
3pUTPOLMTOB (KpaCHbIX KPOBSIHbIX Tenew). Mx rnaBHas QyHKLMS — nepeHoC KMcnopoaa
OT NErkMx K TKaHsaM m opraHam. O6bl4HO Heob6XxoanmMoe KOIMYeCTBO 3pUTPONO3TUHA
obpa3yeTcs B OpraHM3Me eCTeCTBEHHbIM MyTEM.

Ho npu onpeneneHHbIx COCTOSAHMSIX, HANPUMep A5 edeHus 3aboneBaHnii KPoBMH,
MOYeK, OHKOMOrMYecknx 3aboneBaHui, NPUMEHSKOTCA NpenapaTbl 3pUTPONO3TUHA. MX
MCNONb3YIOT HEKOTOPbIE CMNOPTCMEHbI B KQYECTBE AOMMHIa, NOTOMY YTO YBENMYEHME
KOJIMYECTBa IPUTPOLMTOB Yy4LIAET TPAHCMOPT KAC/IOPOAA B KpOBU. YeM nyywie
MbILLLbI CHABXKalTC KUCIOPOLOM, TEM BbiLUE BbIHOC/IIUBOCTb.

BbisiBNieHHble BapuaHTbl

[eH BapuaHt Baw renoTun

. rs7776054 A/A
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YpoBeHb 3pUTPOLIMTOB

JpUTPOLMUTLI, TaK)Ke Ha3blBaeMble KPAaCHbIMU KPOBSHbIMU Te/IbLLAMMU — KNETKU KPOBM,
OTBETCTBEHHbIE 3@ NepeHOoC Kucnopoaa. OHM coaepaTtcsi B KPOBM Y KaXKA0ro
4yesioBeKa, HO UX KOIMYECTBO MOXET pasnmyaTbca. [Tpm 6onbwiom Konnyectse
3PUTPOLUTOB K aKTUBHO paboTalowWwmMM MbiWLAaM noctynaeT 6onblue Kucnopoaa. 1o
nossongeT uM 6onee 3pPeKTMBHO pacxoa0BaTb 3aNacbl SHEPrUM U, CIeA0BATENLHO,
cnocobcTeyeT 6onee Npoao/mKUTENbHOM paborTe.

BbisiBIeHHbIE BApMaHTDI

len BapuaHT Baw reHoTun
LINCO01221 rs7529925 T/T
TRIM58 rs3811444 T/T
- rs218238 A/T
- rs9272219 G/G
- rs2075672 A/G
- rs579459 T/T
- rs11104870 T/C
NUTF2 rs2271294 A/A
LOC105371770 rs8182252 T/C
LINC02210-CRHR1 rs12150672 G/G
- rs9483788 T/T
ZAN rs2075671 G/G
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BB ®dusnonorns u MetTabonusm

YpoBeHb enumnHa

AMWHOKMCNOTbI — 6a30Bble CTpoUTENbHbIE BI0KK, U3 KOTOPbIX COCTOST BCe Benku
OpraHn3Ma. AMMHOKMCNIOTbI NENLMH, U30JIEMLMH M BaJIMH COLEPXKAT B CBOEW CTPYKType
pa3BEeTB/IEHHbIE YrIepOAHble CTPYKTYPbl, MO3TOMY MX HAa3blBAOT AMUHOKMCIOTaMM C
pa3BeTB/IeHHbIMM HOKOBbIMU LensiMU. AMUHOKMUCIOTbI C pa3BeTBAEHHbIMU BOKOBbIMM
LensaMu COCTaBNAKT A0 25% BCcexX aMMHOKMCAOT, MOCTYNAWMX C NULLEBbIM 6enkoM.

MMeHHO OHM Yy4aCTBYIOT B CMHTE3€ HOBOrO 6enka, B TOM YMCae B MblLLEYHbIX KJeTKax.
CnopTcMeHbl 4YacTo UCNONb3YIOT NULEBble 400aBKKU, COAepKaLLne NOBbILEHHOE
KONIMYECTBO TaKMX aMUHOKMUCIIOT, MOCKOJIbKY CYMTAETCS, YTO OHM CMOCOOCTBYIOT POCTY
MbILEYHOM TKaHW U YCKOPSAKT BOCCTAHOBMIEHWE NOC/e TPEHUPOBOK. JIEMUMH OTHOCKTCS
K YMCNy HE3aMEHUMbIX aMUHOKMUCIIOT.

JTO 3HAYUT, YTO OH HE CMHTE3UPYETCA B OpraHM3Me YenoBeKa, a AO/MKEH NOCTynaTh C
nuwien. Bmecte ¢ n301e€MUMHOM U BaNMHOM, NIEALMH NPUHUMAET y4yacTue B
3HepreTMyeckoM obMeHe B MbileYHbIX KneTkax. CunMTaercs, YTO MMEHHO NENUMH
Hanbonee 3¢ PeKTMBHO perynnpyeTt NpoLecCbl CUHTE3a HOBOro beska.

Bbicokas YyBCTBMUTENIbHOCTb TKAHEN K IEMLIMHY MOXET MOMIOXMTENIbHO CKa3biBaTbCA Ha
CMOPTUBHbIX pe3ynbTaTax U MbllleYyHoM pocTe. KpoMe Toro, ceityac akTMBHO
MCCNeayeTcs BO3MOXHOCTb €ro MPUMEHEHUA AN CTUMYNALMUKU PEreHEPaTUBHbIX
MPOLLeCCOB, B YaCTHOCTU, NOC/E OXKOroB.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHoTun

PPM1K-DT rs1440581 T/C
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YpoBeHb Ba/inMHa

AMWHOKMCNOTbI — 6a30Bble CTpoUTENbHbIE BI0KK, U3 KOTOPbIX COCTOST BCe Benku
OpraHn3Ma. AMMHOKMCNIOTbI NENLMH, U30JIEMLMH M BaJIMH COLEPXKAT B CBOEW CTPYKType
pa3BEeTB/IEHHbIE YrIepOAHble CTPYKTYPbl, MO3TOMY MX HAa3blBAOT AMUHOKMCIOTaMM C
pa3BeTB/IeHHbIMM HOKOBbIMU LensiMU. AMUHOKMUCIOTbI C pa3BeTBAEHHbIMU BOKOBbIMM
LensaMu COCTaBNAKT A0 25% BCcexX aMMHOKMCAOT, MOCTYNAWMX C NULLEBbIM 6enkoM.

MIMEHHO OHM YyYacTBYIOT B CMHTE3€ HOBOro 6e/ka, B TOM YMC/IE B MbILWEYHbIX KEeTKax.
CnopTCMEeHbl YacTo MCMONb3YHOT NULLEBbIE A06ABKM, COAEPXKALLME NOBbILEHHOE
KOJIMYECTBO TakMX aMUHOKMUCNOT, MOCKOJIbKY CYMTAETCS, YTO OHM CNOCOBCTBYIOT pOCTy
MbILLUEYHOM TKAHU U YCKOPSIKOT BOCCTAHOB/IEHME NOCNE TPEHUPOBOK. BannH oTHOCUTCS K
YMCNY HE3AMEHUMbIX aMUHOKMCIIOT.

ITO 3HAYUT, YTO OH HE CMHTE3MPYETCS B OpPraHun3Me YesioBeKa, a AO/IKEH NOCTynaTh C
nuuien. BanuH - oaMH 13 rnaBHbIX KOMMNOHEHTOB 3HEPreTMYeckoro obmMeHa B
MbILEYHbIX KNETKaX, Hapsiay C NEMUMHOM U n30neALMHOM. OH NOBbLILLAET MbILEYHYIO
KOOPAMHALMIO, CHUXKAET YyBCTBMTENbHOCTb K 60K 1 BO3AENCTBUIO 3KCTPEMASIbHbIX
TeMNepaTyp, a TakXKe 3alUMLLAET HEPBHbIE KNETKM OT AereHepaTUBHbIX M3MEHEHU.
Bbicokasi 4yBCTBUTENBHOCTb TKAHEN K BAaJIMHY MOXET NMOJIOXKMTENIbHO CKA3biBaTbCS HA
CMOPTUBHbIX pe3y/bTaTax.

BbisiBNeHHble BapuaHTbl

leH BapuaHt Baw reHoTun

PPM1K-DT rs1440581 T/C
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YpoBeHb TeCcToCTepoHa

TecToCcTepoH — OCHOBHOM MYXXCKOM NonoBon ropMoH. OH 0bpa3yeTcs B CEMEHHMKAX Y
MY>UYMH, @ TaKXKe B HE3HAUMTENbHbIX KOJIMYECTBAX B AMYHMKAX Y XKeHwmH. Kopa
HaAMNOYEeYHMKOB NPOMU3BOAUT TECTOCTEPOH U Y MYXXUMH, U Y XXEHLLUUH.

TecToCTepoH y4acTBYeT B pa3BUTUU MYXKCKUX MONOBbIX OPraHOB, BTOPUYHbIX MOJIOBbIX
NPWU3HAKOB, perynnpyeT cnepmMatoreHes u nosiosoe nosegeHune. [opMoH okasbiBaeT
BAMSIHME HA a30TUCTbIN U GOCHOPHbIN 0OMEH M POCT MbILLEYHON TKAHWU. HU3KKI
ypoBeHb CBOOOAHOr0 TECTOCTEPOHA B KPOBM CBSA3AH C PUCKOM pa3BUTUS pPsaa
3aboneBaHuit M NoTeper MbllEeYHOM MaCChbl C BO3PACTOM.

YpoBeHb TECTOCTEPOHA MOXHO CYMTaTb MapKepoM 0BLWEero COCTOSIHUS MYXCKOrO
300p0oBbs. B KpoBuM 60nblIas YacTb TECTOCTEPOHA HAXOAMTCA B COeAMHEHMM C Benkamu.
50-60% TectocTepoHa cBa3biBaeTca ¢ 6enkom rnobynmHom. Octaslumecs 40-50%
CBA3bIBAKOTCS C 6enkamu-anbbymmHamm. Becero 1-3% ot obwero konmyectsa
npenocTaBnseT CBOOOAHbIM TECTOCTEPOH.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHotun
- rs727428 T/C
- rs5934505 T/
REEP3 rs10822184 C/C
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YpoBeHb AUrnapoTecTocTepoHa

OurnppotectoctepoH (AI'T) — 6onee akTMBHasg GopMa TeCTOCTEPOHA, MAaBHOMO
MY>CKOro nonoBoro ropMmoHa. OH obpasyeTcs HenocpeacTBEHHO M3 TECTOCTEPOHA B
KneTkax opraHm3ama. [ T yctaHaBnmBaeT 6osiee NpoyHble CBA3M C peLenTopamm
TeCTOCTEPOHA, MO3TOMY MeHbLas KoHueHTpauus AT obnapgaet 6onee BbipaXXeHHbIM
3ddekToM, yem 60/bLIAS KOHLEHTPALMS TECTOCTEPOHA.

M36bITOK AUTMAPOTECTOCTEPOHA B BOMOCAHBIX POIMKYNAX MOXKET NMPUBECTM K
YpPE3MEPHOMY POCTY BOJIOC HA TENE U KMYXKCKOMY» TUMY OB/bICEHUA Y MYXKXYUH U
XEHLWMH. TakxkKe yBENMUMBAETCA XXMPHOCTb KOXM, YTO BEAET K 06pa30BaHuMI0 yrpe.
YpoBeHb [T HanpsiMyto 3aBUCUT OT YPOBHS TECTOCTEPOHA M OT 6esika, KOTOpbIi
OTBEYAET 3a NpeBpalleHne TectoctepoHa B AIT.

BbisiBNIeHHble BapuaHTbl

leH BapuaHt Baw reHoTun

= rs727428 T/C
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CnoprueHbie puckn  SEZBIZEIEIEE

CnopTUBHbIE PUCKU

MpusHak Pesynbrar

Puck HeBpanrum Y nogen ¢ BalMM FreHOTMUMOM Yallle HU3KUI PUCK Pa3BUTUS
cefannLHoOro HepBa HeBpanrmMun cefanmLIHOro HepBea

Puck naxoBom rpbixu Y niogen € BalMM reHOTMNOM Yalle HU3KMIM PUCK MaXOBOM MPbixXu
Puck octeoxoHapo3sa Y ntofen ¢ BallMM reHOTMMOM Yalle HU3KMI PUCK OCTEOXOHAPO3a

NOACHMYHOIO oTAena
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PUCK HeBpanrmu ceganunHoOro Hepea

HeBpanrus cefanuuiHoro Hepea (Mwuac) — 3aboneBaHue, CBA3aHHOE C 3alLEM/IEHMEM
M BOCNaNEeHWEM CeNaNIMLLHOIO HEPBA B MOSICHUYHO-KPECTLLOBOM OTAENE NO3BOHOYHMKA.
OHO COMNpOBOXAAETCA CUBbHOM CTpenstoLLEel 60Nbi0, 3aTpyaHsOWEN ABMKEHUS. KpoMme
TOro, HEBPANTUS CefaNMnLLHOTO HEPBa MOXET NPUBECTU K YMEHbLIEHMIO
YYBCTBMTE/IbHOCTM HOTM Ha CTOPOHE MOPAXEHUS UM BO3SHUKHOBEHMIO OLLYLLEHUS
MoKasnblBaHUSI U OHEMEHMS.

Yawie BCEro nwmac okasbiBaeTCs CBA3aH C ApYrMMM 3a60neBaHMSIMM NO3BOHOYHMKA,
HanpuMep MeXM0o3BOHOYHbIMU FPbIXXaMU UM OCTEOXOHAPO30M. TakxKe MpUUMHOM
NpUCTyNa mwmaca MoryT 6bITb TPaBMbl, KPOBOTEYEHUS U MHDEKLMOHHbIE 3a601€eBaHus.
O6bI4YHO MWKMAC pa3BMBAETCS NOCTENEHHO.

Ha HavanbHbIX CTagnax OTMEYaeTcs NOMOTa B HOrax, YyBCTBO YCTanNoCTH, Hebonbwne
6011 B NOACHMLE, KOTOPbIe MOTYT ANUTLCA A0 Heckonbkux net. ObocTpeHune
NPOUCXOANUT Pe3KOo U, KaK NPaBmIo, CBA3aHO C PU3NYECKON HArpy3KOM: NMPbIXKKOM,
pe3KMM NOBOPOTOM, NOALEMOM TsxKecTel. Ho 060CTpeHnto MoryT cnocobCcTBOBaTh U
Apyrve $akTopbl, HANpUMep NepeoxnaxaeHue.

BbisiBNIeHHbIe BapuaHTbl

Fen BapuaHT Bauw reHoTMN
NFIB rs71321981 -/G

MYO5A rs145901849 c/C

GSDMC rs6651255 T/T
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PUCK NaxX0BOM rpbixXu

[MaxoBasi rpbika — BbINSYMBAHWE OPraHOB OPIOLWIHOM NONOCTM 3a ee Npeaesbl Yepes
MaxoBbli KaHas. MaxoBble rpbiXku Yalle BCTPEYATCS Y MY>XXUYMH. DTO CBA3AHO C
aHAaTOMMYECKMMU 0COOEHHOCTAMM.

K pa3BMTMIO Nax0BOM FpbiKM MOXKET NMPUBECTM CNAabOCTb MbILWL, U CBA30K XXMBOTA. B
HOPME MblLLLbI M CBA3KM NNOTHbIM KOJIbLLOM 0XBaTbiBalOT BHYTPEHHEE OTBEPCTHE
MaxoBOro KaHana u TakMM 06pa3oM He JalT BHYTPEHHMM OpraHam MpoBasiUTbCS
BHYTPb. TaKXe rpbixka MOXeT NOsSBUTLCS M3-3a NOBbILEHWS BHYTPUOPIOLLIHOIO
LAaBEHUS.

[Non ero oencTBMeM opraHbl BbINSYMBAKOTCS AaXKe Yyepes3 CaMblii He3HAYUTESIbHbIN
nedekTt B OproLWHOM cTeHKe. K NOBbILWEHUIO ABNEHNS NPUBOAST YACTbIM NOABEM
TSHKECTEN, 3HAUMTeNbHble PU3nMYecKne Harpysku, bepeMeHHOCTb, M30bITOYHBIN BeC,
3anopbl, XpOHUYECKUI Kallesb.

BbisiBIeHHbIe BapuaHTbl

leH BapuaHt Baw reHoTun
= rs2009262 T/T
EBF2, LOC102723395 rs6991952 A/A
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CnoprueHbie puckn  SEZBIZEIEIEE

PuUcK ocTeoxoHapo3a

OcTeoxoHapo3 — 3aboneBaHMe ONOPHO-ABUIaTENIbHOMO annapaTa, CBA3aHHoe C
ANCTPOOUYECKMMU N3MEHEHUAMM CYCTaBHbIX XpALLen. Hale Bcero nopaxarTcs
MEeXMO3BOHOYHble AUCKK. [Tpn 0CTEOXOHAPO3€e NOSACHUYHOIO OTAEeNa 3aTPOHYT
MOSAICHWUYHBIM OTAEN NO3BOHOYHMKA.

TOYHbIE MPUYMHBI, MPMBOAALLME K PA3BUTUIO OCTEOXOHAPO033, A0 KOHLA HE U3YYeHbl.
[pepnonaraeTcs, YTo AereHepaums CyCTaBHbIX XpsiLLer MOXeT ObiTb CBS3aHa C
HapylWeHWeM UX NUTAHUS, AHOMANIUSIMU CTPOEHUS, TOPMOHAIbHBIMU U3MEHEHUSAMMU.
N36bITOYHAs Harpy3ka, HaNnpuMMep NpyM HECUMMETPUYHOM paboTe MbILL, NMO3BOHOYHMKA
WU OXXMPEHUU, TaKXKe CNOCOBCTBYET pa3BUTUIO 3ab01eBaHMS.

BbisiBIeHHbIE BApMaHTDI

MeH BapuaHT Balw reHoTMN
PRKN rs926849 T/T

- rs7767277 C/C

- rs2187689 T/T

- rs17034687 c/C
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HApyrue npusHaku

U ]
!
=

[eHeTMKa BNIUSIET HE TOMbKO Ha 300pOBbE U NMUTAHUE. Ot BAPMAHTOB NreHOB 3aBUCHUT,
HanpuMmep, 4yBCTBUTEJIbHOCTb K 3anaxaMm, CTpoeHune pa,uy>|<H017| 060104KM 1 NosSiIBNEHNE
ceauHbl. OTn NMPpU3Hakn He BNUAKOT Ha Balle€ CaMO4YyBCTBME, HO MOKa3bIBAlOT, HACKOJIbKO
Ba)XXHa reHeTMKa U Kak MHOIro OHa ornpeaensaeTr B HaLUen XKM3HMU.

MHorme u3 3tmux 4yepT 3a/10XKeHbl B BalleM reHoOMe, KOTOprﬁ onpenenaet yHnKaabHOCTb
M Ballen BHELWHOCTH, M Ballero NnoBeaeHus.
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[pyrve npusHaku

Mpu3Hak
Bocnpunmumsocts kK BUY

(MoTocTapeHne KoXu

YCTOMYMBOCTb K Manspum m3-
3a aHTMreHa Duffy

HukoTnHOBas 3aBUCMMOCTb

BupycHas Harpy3ka npu BUY-
MHbeKUnn

MMneptpoduueckue pybupbl

KenownpaHble py6upl

MNro3 BEPXHEro BeKa

PacTtaxku

ConHeyHble NeHTUro

3arap v 4yBCTBUTENBHOCTb K
UV-usnyyeHuio

lMuknpoBaHue

3anax Tena

Konnyectso HeByCOB

Anneprus Ha Tpasbl

LernppoannaHapoctepoH
cynbdat

DonNnKyNnoCTUMYNUPYIOLLMIA
rOpMOH

JIIOTEMHU3UPYIOLLMIA FOPMOH

PesynbTtar
He BbisBneHa npeapacnonoXeHHOCTb K ycTonumeocTi K BUY

BbisiBNieHa NpeapacnoioXeHHOCTb K MOBbILEHHOMY PUCKY 0OLLErO
boTOCTapeHUs KOXM

He BbisBneHa npefpacnonoXeHHOCTb K YCTOMYMBOCTU K Mansipumn us-
33 Hanmuma anTureHa Duffy

Bbl CKIOHHbI BbIKYpUBaTb 60/bLIE CUTAPET, YEM APYrUe KYPUIbLLUKK

BbisiBneHa npeapacnonoXeHHOCTb K CHUXKEHMIO BUPYCHOM HArpy3ku
Ha 60%

BbisiBneHa npeapacnonoXeHHOCTb K GOPMUMPOBAHUIO MeHee
BbIPa)XEHHbIX pyOLIOB

He BbisiBNeHO reHeTMYeCkn 06yCNOBNIEHHOIO pUcKa 06pa3oBaHus
KenouaHbix pybLos

O6HapyXeH BblpaXXeHHbIM 3aLLMUTHbIM FEHETUUYECKMIA BApUAHT B
OTHOLIEHMW YMEPEHHOMO NTO3a BEPXHEro Beka

BbISIBNEH CHUXXEHHBIV FEHETUYECKUIA PUCK PA3BUTUS PaCTKEK

BoisBneHa npenpacnosioXXeHHOCTb K HOpMaibHOMY PUCKY
o6pa303aHM9| COJIHEYHbIX NEHTUTO Ha nue

BbisiBneHa npeapacnono)XeHHOCTb K 4OCTaTOYHOMY (POPMUPOBAHMIO
MUIrMEHTa B KOXe B OTBET Ha BO3A4eNCTBME ynbTpaduoneTta u
YMepeHHOW 3awuTe oT nospexaatowero aencrena UV-usnyyenms

BbisiBneHa npeapacnonoXeHHOCTb K HOPMasbHOMY YPOBHIO KOHEYHbIX
MPOAYKTOB IMMKMPOBAHUS B KOXeE

Y ntogen ¢ BalMM reHOTMNOM 0ObIYHO HeT APKO BbIpaXXEHHOI0 3anaxa
Tena

BbisiBneHa npeapacnonoXeHHOCTb K HOPManbHOMY KOIMYECTBY
HEBYCOB Ha KOXe

He BbisiBNeHO npeapacnonoXXeHHOCTU K HalIM4ynio anneprun Ha TpaBbl

Y nogen ¢ BawnM reHOTMNOM Yalle cpeaHuil ypoBeHb
JernaposanuaHapocTepoHa cynbdarta

Y ntogen ¢ BaliMM reHOTMNOM Yalle CpefHUI YPOBEHb
OONANKYNOCTUMYNUPYIOLLErO FOPMOHA

Y ntopei ¢ BaWMM reHoTUNOM Yalle CpefHUM ypoBeHb
NIOTEUHU3MPYIOLLLEro FOPMOHA
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Mpu3Hak

nobynuH, CBA3bIBAKOLWNA
MONOBbIE TOPMOHbI Y MYXXUYMH

BecHywku

YpoBeHb peTanbHOro
remornobuHa Bo B3pOC/IOM
BO3pacTe

CeouHa

ManbueBbIn MHOEKC

lpynna KpoBM No cucteme
Overo

[pynna KpoBM No cucteme
Knan

lpynna KpoBM No cUCTEME
Kenn: antureHsl Kenn un
YennaHo

lpynna KpoBM No cucrteme
Kenn: antureHbl lNeHHU 1
PayteHbepr

L‘|)/BCTBI/ITe}'I bHOCTb K 3anaxy
LuBETOB

l“|yBCTBl/ITe}'IbH0CTb K 3anaxy
3/1aK0B

Pazeutune 3ybos B 10-12
net

YuxaHue Ha ceeTy

MeTabonm3m cnapxum

CTpoeHue papyxku:
KOHTPaKLMOHHble 60p0o3/b!

CTpoeHue papyKu: Hanmune

KpunT

CTpoeHue papyxKu:
nMUrMeHTaLus BOKPYr 3pavka

Tun ywHou cepel

REEE Dpyrve npusHaku

PesynbTtat

Y ntogen ¢ BalMM reHOTMINOM Yalle CpeaHUit YpoBEHb rNMoByIMHOB,
CBS13bIBAIOLLMX NOMOBbIE TOPMOHbI

He BbisiBNeHa npegpacnonoXXeHHOCTb K NOABNEHUI0 BECHYLUEK

BbisiBneHa npeapacnonoXeHHOCTb K HU3KOMY YPOBHIO (DeTanbHOro
reMornobuHa

Jlloam ¢ BalWMM reHOTUNOM 06bIYHO HE CKIOHHbBI K paHHEMY
noceneHuto

Y ntogen ¢ BalMM reHOTMNOM Yalle CpefaHUI NanbLeBbIA MHAEKC

Y Bac rpynna Dia-Dib+

Y Bac rpynna Jka+Jkb-

Y Bac rpynna K-k+

Y Bac rpynna Kpa-Kpb+

Y nopew ¢ BalMM reHOTUNOM 0BbIYHO CHUXEHA YYBCTBUTENBbHOCTb K
3anaxy po3bl 1 puUanku

Jltoom € BaWMM reHOTMMOM Yalle HOPpMa/ibHO YyBCTBYHT 3anax
3/1aKOBbIX

Y ntopen ¢ BawmM reHoTMnom obeivHO 20 3y60B B Bo3pacte 10-12
ner

CpenHss BepOSTHOCTb BO3HMKHOBEHWS CBETOBOrO YMXATEIbHOMO
pednekca

Y nogen ¢ BawnM reHOTMMNOM 3anax Mo4vu nocsne yﬂOTpe6ﬂEHMﬂ
cnapxu 00bI4HO HE MEHSAETCS

Y ntopelt ¢ BaWMM reHoTMNoM 0BblYHO CpefiHe BblpaXKeHHble
KOHTPaKLMOHHble 60p0o3Abl

Y ntogen ¢ BalMM reHoTMNOM 0ObIYHO CpeHee KOMYeCTBO KpMnT
Y ntogen ¢ BalMM reHoTMNOM 00bIYHO SPKO BblpaXKEHHOE

MUITMEHTHOE KOJIbLO BOKPYT 3payKa

Y nopei ¢ BalMM reHOTUNOM 0ObIYHO CyXOM TUM YLWHOM Cepbl
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MpusHak Pesynbrtar

YpoBeHb C-peakTMBHOIO BbisiBneHa npeapacnonoXeHHOCTb K MOHWXKeHMI0 ypoBHS C-

6enka peakTUBHOro 6enka

YpoBeHb aAMMOHEKTUHA BoisiBneHa npeapacnonoXeHHOCTb K MOBbILEHWUIO YPOBHS
aAMNOHEKTMHA

Hons ceobonHoro PSA B BobisiBneHa npefpacnonoXeHHOCTb K NOBbILLEHWO YPOBHS CBOHOAHOMO

KpPOBM PSA
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BRI [ipyrve mpmsaky  SEEILARABRL

Bocnpuumumsocts kK BUY

Y Bac BbICOKasi BEPOSITHOCTb BOCMPUMMUMBOCTHM K BUPYCY MMMYHOOePMUMTA
yenoseka. TecT He BbisiBMN Yy Bac MyTaumu B reHe CCR5, KoTopas 3awmwaeT ot
BO34EeMNCTBMS BUPYCa.

Bupyc ummyHogeduumTa yenoBeka nopaxaeT KNeTKM UMMYHHOM CUCTEMbI U Bbli3blBaeT
BMY-nHbekumto, KOTopas B TEpPMUHANIBHOW CTaAUKU NpeBpaLLaeTcs B CMHAPOM
npuobpeteHHoro nmmyHoaeduumta (CMKMLO). lekapctso ot BMY noka He HanlaeHo, HO
pa3paboTaHbl 1eKapCTBEHHbIE NPenapaThbl, KOTOPbIE 3aMeaNsoT pa3MHOXEHWe BUpYCa.
[pumMepHo y 2% ntoaen eCTb reHeTMYecKas MyTaLums, KOTOpas He NO3BONSIET BUPYCY
UMMyHOLePULMTA NPOHMUKHYTb B UMMYHHYIO CUCTEMY.

JT0 paer €CTeCTBEHHYIO 3aWNTY OT BHUpYCa. Bo Bcem MUpe MyTaumna BCTpedaeTca
AOCTaTO4YHO peaKo, HO OTMEYEHO, YTO €€ 4YacCToTa BbIlIE Y Xutenemn EBpOI'IbI.

BbisiBNeHHble BApuaHThl

leH BapuaHT Baw reHoTmn
CCR5AS, CCR5 rs333 -/GTCAGTATCAATTCTG
GAAGAATTTCCAGACA
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SBBEEEEEEEEBEEEEEILELLLE Mpyrue npusmakn  SEEEIEZELB

DoTocTapeHue KoOXu

HebnaronpuatHbih BapuaHT reHa STXBP5L, no-Buanmomy, npuBoguT K
HapyLWEeHUIO HOPMa/ibHOroO NpoLLEecca BbiBEAEHUS MPOAYKTOB 0OMeHa M3 KNIETOK
KOXM, @ TaK)Xe CeKpeuun UMK pasfinyHbIX BELLECTB, YTO CnocobcTyeT 6onbLuei
BOCMPUMMUYMBOCTM KOXM K HEONAronpumATHbIM BHEWHUM (PaKTOpaM, TakKnM Kak
CO/IHEYHOE M3/y4yeHne, U bonee MHTEHCMBHbBIM NpoueccaM hoToCTapeHus.

doTocTapeHune KoM — 3T0 PeHOTUN CyXOM, UCTOHYEHHOWM, TYCK/IOM KOXM C
MHOXeCTBOM MopLmH. OCHOBHOM (akTop, CNOCOBCTBYOWMI HOTOCTAPEHUIO KOXMU, —
COJTHEYHOE U3NyYeHUne, KOTOPOe NPUBOAUT K U3MEHEHUSAM KaK 3NMAEPMaNbHOIo €104
KOXMW, TaK U AepMbl. MexaHu3Mbl, nexalime B OCHOBE 3TUX U3MEHEHUM, A0 KOHLA He
U3yYeHbl.

[MokasaHo, 4To BAMUSAHKUE YNbTpadMONETOBbIX yvein nHayuupyet obpasoBaHue
aKTUBHbIX POPM KMCIOPOAA, YTO HaNpsSMyHo M ONOCPeoBaHHO HApYLIAET CTPYKTYpY
OHK, npuBoauT K notepe GyHKUUMN KNETOK KOXMU, HAPYLLIAET MECTHbIN UMMYHMUTET,
noTeHUMpPYeT AeNCTBUE MAaTPUUHbBIX METANIONPOTENHA3, YTO CNOCOBCTBYET Aerpagaumm
KOnnareHa u MHrMbnpoBaHUIo NpokonnareHa. Bce 310 BbipaXKaeTcs TeMU U3MEHEHUAMMU,
KOTOpble XapaKTepHbl ANS CTaperowen KOXn. YNbTpadrnoneTtoBoe UslyuyeHue Takxe
MHOYLMPYET aHIMOreHes yepes akTMBaLMI0 BACKYIIPHOIO SHAOTENNASIBHOMO (hakTopa
pocTa.

OpHako 3T HoBble cocybl 0613a4a0T BbICOKOM MPOHMLAEMOCTbI, YTO NPUBOAMUT K
KOXXHOMY BOCManeHuto, 6naroaaps BbiIxoay U3 KPOBEHOCHOIO pycsa Takmx
BOCMANIUTENbHbIV MEANATOPOB, Kak MHTEPNENKMNH-8. ITO YCKOpSET pa3pyLueHue
BHEK/IETOYHOrO MaTPUKCa M fanee yMeHbLIAeT KPOBOCHABXeHNE KOXM B LLESIOM.
OnucaHHas nocnenoBaTeNIbHOCTb U3MEHEHUI NPUBOAMT K HELOCTAaTOYHOMY MUTAHUIO
KOXXM, €€ NMOTYCKHEHUIO M CyXOCTU. [T0Ka3aHO, YTO HA MHTEHCMBHOCTb CTaPEHMUS KOXM
B/IUSIOT U BHYTPEHHME PaKTOPbI, TaKMe KaK BO3PACT, FOPMOHbI, XPOHUYECKME
3aboneBaHus 1 reHeTuKa.

BbisiBNIeHHble BapMaHTbl

leH BapuaHT Baw reHoTun

LOC105374069 rs322458 c/C
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YCTOMYMBOCTb K MaNIgpuUMn U3-3a aHTUTEHaA
Duffy

Y Bac BbICOKasi BEPOATHOCTb BOCMPUMMUMBOCTM K Mansapun. TecT He BbIsSIBUN Y
Bac MyTaumn B reHe ACKR1, KoTopas 3awmwaeTt oT Manspuu.

[nasmMoaui — MUKPOCKONUYECKUIN Napa3uT, KOTOPbIA MPOHUKAET B KPAaCHble KPOBSIHbIE
Tenbua (3pUTPOLMTBI) U BbI3bIBAET MaNgapuio. T Tsxenoe 3abonesBaHme C IMXOPALKON,
pBOTOM, CyAOpOraMu, aHeMMUel, Npyu KOTOPOM YBEIMUMBAKOTCS CeNle3eHKa U NeYeHb.
Yawwe Mangapuen 3apaxaroTcs XXuUTenm Tponuyeckmnx CTpaH — Tam bonee
BnaronpuaTHbIe YCNOBUS 419 XKM3HU MansSipUIMHbIX KOMApOB (NepeHOCYMKOB
ni1asmMoames).

Bo3byauTtenu Mansapmm oTHOCSTCS K MPOCTEMLLIMM, OHU COCTOST U3 OAHOM KNETKM.
Knetku nnasmogmes, B 0TiM4Me OT 6GaKTepUaNbHbIX KNETOK, YCTONYMBBI K
aHTMOMOTMKaM. K CyLLeCTBYIOLWMM MPOTUBOMANISIPUMHBIM JIEKAPCTBEHHbIM CPeACTBaM
(XMHWH, apTEMU3UHMH) NNA3MOAMM BbICTPO CTAHOBATCS HEBOCMPUUMUMBLIMU, MOITOMY
MOMCK NEKAPCTB OT Mansipuu UAET HEMpPEPLIBHO.

[ns npodUNakTUKM Manspumn YHUYTOXAOT KOMApoB M MCNONb3YOT CPEACTBA 3aLUMTbI
OT YKyCa. YueHble aKTUBHO pa3pabaTbiBatoT BakKLUMHY NPOTUB Manspum.

BbisiBNeHHble BapuaHTbl

leH BapwuaHT Baw reHoTun

ACKR1 rs2814778 T/T
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HukoTMHOBas 3aBUCUMOCTb

TecT onpepenun y BaCc CKNOHHOCTb BbIKypuBaTb 60nbLUe CUrapeT, YeM B
CpenHeM BblKypUBAKOT KYPUNbLUMKKX. Ha 3TOT NpM3HaK BAUSIET BAPUAHT B reHe
HUKoTMHOBOro peuentopa CHRNA3.

HuKOTHMHOBbIE peLenTopbl Yy4aCcTBYHOT B paboTe HEpBHOM CUCTEMbI YenoBeka. Mx
AKTUBMPYET aLEeTUIXONNH — HeEMpoMeamaTop, KOTOpbIM perynnpyeTt paboTy
[ABUraTesibHbIX HEMPOHOB, YCKOPSIET 1 3aMenngeT nepenady apyrux CUrHanos.
HWKOTMHOBbIE peLenTopbl MOXET aKTUBMPOBATb HUKOTUH, KOTOPbIX NOCTYNaeT B
OPraHun3m BO BpeMS KypeHusl.

«BHeLWHM» HUKOTMH BMeLIMBaeTCs B paboTy peLentopos, U CO BpEMEHEM, YTOObI
KOMMEHCUpPOBaTb U3ObITOK HUKOTMHA, OPraHM3M COKpaLLaeT YNCNO HUKOTUHOBbIX
peuenTopoB. Tak pa3BMBaETC HUKOTMHOBAS 3aBUCUMMOCTb. MHAMBMAYANbHbIE peakLmm
Ha HUKOTWH, CKOPOCTb Pa3BUTUS 3aBUCMMOCTU U CTEMEHb NPUBbLIKAHMS 3aBUCAT OT
paboTbl peLenTopoB M OT reHOB, KOTOpble ONpeaensioT UX CTpoeHMe.

BbisiBNIeHHble BapuaHTbl

[eH BapuaHt Baw renotun

CHRNA3 rs1051730 A/A
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BupycHasa Harpy3ka npu BUY-uHdpekumm

TecT BbIIBUN NPeapacnofioXXeHHOCTb K CHUXXEHWUIO BUPYCHOM Harpy3kun Ha 60%
npu 3apaxeHun BUY-nHdekumen, no cpaBHeHMto C Hanbonee
pacnpoCTpaHEHHbIM FreHOTUIMOM.

Bupyc nMMyHooedUUMTa YenoBeka — PeTpOBMPYC, KOTOPbIE NOPaXaeT KNeTKM
MMMYHHOW CMCTEMbI OpraHM3Ma YenoBeka 1 Bbi3biBaeT BUY-uHdekumto. B
TEpPMUHANBHOWM CTaamu 3aboneBaHne NPUBOAMT K CUHAPOMY NpUOBpeTEHHOro
nmMmmyHogeduuuta yenoseka — CMAAy. Ong nporHo3a passutus CM0a ncnonb3syor
KpUTEepUI BUPYCHOM HarpysKu.

OHa NoKa3sbIBaeT, CKONbKO BUPYCHbIX KNETOK NPUCYTCTBYET B MUAIMAUTPE NIA3Mbl
KPOBM, U KaK BbICTPO MOXET CHU3UTLCS MMMYHHbIV CTATyC y YesioBeka B bnmxkanlee
BpeMsi. CKOpPOCTb, C KOTOPOW MMMYHHbIE pe3epBbl YENOBEKA COKPALLAOTCS, @ BUPYCHas
Harpyska pacTeT, MHAMBKUAYANbHA AN KAXA0r0 YeoBeKa.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn

LOC112267902 rs9264942 T/C
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[Mneptpodurueckune pybubl

Hanunuyme ogHOro reHeTMYeCKoro BapmMaHTa CnoCOBHO CHMXATb CTeNeHb
BbIPAXXEHHOCTM rMNepTpoPurUecknx NoCTTpaBMaTUYECKMX LIPAMOB KOXMU.
CymnTaeTcs, YTO NpU TaKOM reHeTMKe NPoLLEeCcC BOCNANEHMS, CBA3AHHbIN C
aKTMBaAUMEN KOMMNIEMEHTa 1 runeptpoduen pybua, npoTekaeT MeHee
MHTEHCUBHO.

'MnepTpodumyeckme pybubl — NAaTONOrMYECKME LWPAMbl C HESPKO BbIPAXXEHHbIM
BOCMNANUTENIbHbIM KOMMOHEHTOM M HU3KOW arpeCCMBHOCTbI MHBA3UMN.
MnepTpodunyeckme pybubl MOTyT ObiTb BbI3BaHbl KOXXHOM TPAaBMOM, pa3fapaXKeHUEM,
BK/TOYAS YKYC HACEKOMbIX, OXOF, XMpypruyeckme BMeLllaTenbCTBa, BAaKLMHALMIO,
MUPCUHT KOXM, aKHe, DONNTUKYNUT, BETPSAHYHO OCMY U repneTuyeckyo MHPEKLUMIO.
[MpuMeyaTenbHO, YTO MOBEPXHOCTHbIE TPABMbI, KOTOPbIE HE AOXOAAT A0 PETUKYISPHOM
[epPMbl, HUKOTAA He BbI3bIBAKOT rMnepTpodunyeckoro pybuesaHus.

JTO roBOpUT O TOM, YTO runepTpodmyeckme pybLbl BbI3BaHbl MOBPEXAEHNEM 3TOMO
CN0S KOXM 1 NocneayowmM abeppaHTHbIM 3aXKMBIEHMEM pPaH, KOTOpOeE
XapaKTepusyeTcs HenpepbiBHbIM U TMCTONOMMYECKU NI0OKAIM30BaHHbIM BOCNaneHneMm. B
pe3ynbTaTe PeTUKYNSPHbINA CIOM rMNepTpoPUUECcKMX pybLoB COAEPXKUT
BOCMANUTENbHbIE KNETKM, YBEIMYEHHOE KONMYeCcTBO pubpobnacTos,
HOBOOOpPA30BaHHbIX KPOBEHOCHbIX COCYA0B M KOMNAreHOBbIX AENO3MTOB.
'MnepTpodunueckme pybubl 06bIMHO CTAHOBATCS 3aMETHbIMM MPUMEPHO Yepes 3 Mecaua
nocsie TpaBMbl.

JTO CBSI3aHO C TEM, YTO BOCMANIEHME PETUKYNSAPHON AepMbl, KOTOPOe HaYMHAEeTCs Cpasy
nocsie nepBoOHavYanbHOM TpaBMbl, MPOLO/MKAETCA B AaNibHenUweM. bonee Toro, B ciy4yae
XUPYPruyeckmx paH naumMeHTbl CKNOHHbI OWKWMBOYHO NonaraTh, YTO CLUMTAS paHa
OKOHYaTEeNIbHO 3aXKM/a Ha 3Tane yaaneHus WBoB. JTO NPOMCXOAUT NOTOMY, YTO Yepes
7-14 pHew nocne onepaumu 3ANMAEPMUC PEreHepUpYeT U paHa 3aKpbIBAETCS U He
KPOBOTOUMT.

OfHaKo Ha 3TOW CTaaMu AepManbHasg MaTpuLA BCE eLe CO3peBaeT, U B PETUKYNSPHOM
[epMe NpoucxoauT BocnaneHue. Ecnv B 3TOT MOMEHT peTUKYNSPHbIN CNI0M
NOABEPraeTcs BHELHEN UK BHYTPEHHEN CTUMYNSLUK, BOCMANEHUe He ociabeBaeT u
BMEeCTO 3TOro CTaHOBUTCS BCe Hosiee BbipaXKeHHbIM. 3TO NpoBouupyeT obpa3oBaHue
NaToNIOrMYecKMX LWPaMOB, KOTOPble B KOHEYHOM UTOre CTaHOBATCS BUAMMbBIMU Yepes
HECKOJIbKO MecsiLeB nocsie onepaumm.

MNHTEHCMBHOCTb, 4aCTOTa U NPOAOIKUTENBHOCTb CTUMYNIOB ONPEAENstoT, Kak 6bICTpo
NOSIBNAIOTCS LWPAMbl, HAMPABNEHME U CKOPOCTb POCTa, @ TakXkKe BbICOTYy pybua. CTumynbl,
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KOTOPble BAUAIOT HA XapaKTEPUCTUKM U KONMYECTBO rMNepTpodUuueckmnx pyoLos,
BK/IHOYAIOT B CEOS MHOXECTBO MECTHbIX, CUCTEMHbIX U FEHETUYECKUX (DAKTOPOB.
Mpennonaraercs, YTo KAMHUYECKME PA3NNYUS MEXIY Kenouaamm u
rmneptTpoduyeckummn pybuamm oTpaxkatoT BapnmabenbHOCTb MHTEHCMBHOCTM, YACTOTbI U
NPOAOMKUTENBHOCTU BOCMNANEHUS PETUKYNSAPHON OEPMBbI.

BbisiBIeHHbIE BApUAHTDI

leH BapuaHT Baw reHoTmn

CSMD1 rs11136645 T/C
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KenougHble pybLpbl

JlaHHOe coyeTaHMe BapMaHTOB FeHOB, OTBETCTBEHHbIX 33 MNPOLECCHI
3aXKMBJIEHUS PaH, @ TAKXKE FTEHETUYECKM AETEPMUHUPOBAHHbIE BHYTPEHHME
0COBEHHOCTU perynaumMm NoaoBbIX U CTEPOUAHBIX TOPMOHOB, aCCOLMMPOBAHO C
HOPMasibHbIM PUCKOM BO3HWKHOBEHMS KEMOMAHbIX pyOLOB.

KenoupHbii pybeu, — 310 pubpononudepatnsHoe paspactaHme AepMbl B pesynbTaTe
HapyLeHns npouecca 3axueneHus paH. Obbl4HOe 3aXXMBNEHME paH BKIOYaEeT B cebs
TOHKMIM 6anaHc mexay 60MbLWMM KONMYECTBOM B3aMMOAENCTBYIOWMNX FrEHOB U MOMTEKYII.
B HopMe B npouecce 3aKMBIEHUS KOXM eCTb Tpu asbl: BOCNANUTENbHAS,
nponudepatnBHas n dasa cozpeBaHums pybua.

Kenona MoxeTt chopMMpoBaTbCS NpM Ype3MepHOM HaKoMaeHn 6enKkos
BHEKNETOYHOro MaTpukca Bo BpeMs dasbl cozpeBaHus. KenonaHoiv pybeL,
npeactaBnsiet cobon WpaM, KOTopblin pacteT 6€30CTaHOBOYHO U MHBA3UBHO, BbIXOAS 33
npegensl ucxogHom paHbl. O6pasyoTcs vale Bcero B NybepTaTHOM BO3pacTe, y
KEHLUMH pUCK YBEIMUYMBAIOTCS BO BpeMs 6epeMeHHOCTH, O4HAKO MOryT YMeHbLIATbCS B
pa3sMepax nocse MeHonaysol.

JTO CBMAETENbCTBYET O BAUSIHUM FOPMOHOB HA BO3HUKHOBEHME KENOWUAHBIX PyOLOB.
[MoMMMO 3TOro, MoKa3aHo BAMUSIHUE TakMX (DAKTOPOB, KaK PacTKeHWe, TpaBMaTM3aLuUs
wpama U nHobekuus. CeMeltHble Caly4am M pacnpoCTpaHEHHOCTb Kelonaa y 6ansHeLos
TaKXXe NOATBEPXKAAIT UAEH FEHETUYECKOM BOCMPUUMUYMBOCTM K KENOMAHBIM pybLuam. B
HacToslLLee BpeMs NpeanonaraeTcs ayToCOMHO-AOMUHAHTHbIVM TUN HacNefoBaHMUS C
HEMOJIHOM NMEeHETPAHTHOCTLIO M BapbMPYIOLLENCS SKCMPECCUBHOCTBIO.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHotun
- rs873549 T/T
- rs1511412 G/G
BPESC1 rs940187 C/C
NEDD4 rs8032158 C/C
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[1TO3 BepxXHero Beka

3a cYeT Hannuusa ABYX 3alWUTHbIX TEHETUYECKNX BAPUNAHTOB, PUCK Pa3BUTUSA
MNTO3a BEPXHEI0 BEKA 3ad CHET BHYTPEHHUX anKTOpOB HaMHOIro HM>XXe cpeaHero.

N36bITOYHAs KOXKa B 061aCTH BepXHEro Beka M3BeCTHa Kak AepMaToxans3nc u 06bI4HO
BCTpEeYaeTCs y Noaev cpefHero Bo3pacta. [1To3 Beka 06bl4HO NpeacTaBnseT cobon
KOCMeTMYecKyto Nnpobiemy, X0oTs OH MOXET Bbl3blBaTb MOTEPHO YACTU MONS 3peHus,
pasapaXKeHue rnas uam Bek, a TakXKe rofoBHble 6011 U3-3a Ype3MepHOro NoabeMa
HpoBsei Ans yBenmyeHus nonsa 3peHuns. F’nMcronornyeckme U3MeHeHUs KOXn npu NTose
BEPXHEro Beka NOKa3blBalOT BbIPAXKEHHYH NOTEPHO 31ACTUYECKMX BOOKOH U
HapyLLUeHWe OpraHmn3aLmm KONIareHOBbIX BOJIOKOH, YTO CPAaBHUMO C U3MEHEHUSAMU NPU
CTApEeHMMU KOXM NULA B LenoM. Ha BbIpaXeHHOCTb BO3PACTHOrO ONYLLEHUS BEPXHEro
BEKa BMAIOT KaK BHelWHWe GakTopbl (KypeHue, YD-obnyyeHume), Tak U BHYTPEHHMUE,
BK/IKOYAS FEHETUKY.

BbisiBNieHHble BapMaHTbl

leH BapuaHt Baw reHoTun

DLGAP1 rs11876749 c/C
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PacTaXKu

3a cYeT HaNUYMS HECKONbKUX B1aronpuaTHbIX BAPMAHTOB rEHOB,
OTBETCTBEHHbIX 33 CMHTE3 TaKMX KOMMOHEHTOB KOXM, KaK 3/TaCTUH,
OUOPOHEKTUH M KONNareH, puck 06pa3oBaHMs pacTsKeK U3-3a BHYTPEHHUX
(HaKTOPOB HUXe cpefHero.

PacTaXKku — 3TO U3MEHEHME KOXM, KOTOpOe BO3HUKAET BC/1eACTBME CTPEMUTESNIBHOMO
paCTSHXKEHMS KOXM NpU Habope Beca, Y XXEeHLWMUH BO BpeMsi 6epeMeHHOCTH Un
BO3[eMCTBMSA FOPMOHOB. PacTKKM NOSABAAIOTCA B BUAE KPACHBIX IMHWUIA HQ 0COBEHHO
NOABEPXKEHHbIX PACTKEHUIO YHACTKAX KOXKM U Yalle BCEro BCTPEYATCS HA BpIOLWHOM
NONOCTH, rPyam, arogmuax n begpax, 3aTemM OHU CTAHOBATCSA 6enbiMu U1
Mano3aMeTHbIMU. ITU INHUU NPEeACTaBNAT COB0M WpaMbl AepMbl — rNyBOKOro cnos
KOXMW U XapaKTepU3YTCS IMHEMHO PACMNONIOXEHHbIMM NMYyYKAMU KONNAreHa,
napannenbHO NOBEPXHOCTM KOXM C MOTepen 3n1acTmHa u GubpoHekTnHa. Ha passutne
PaCTSHXKEK BAUAOT HEKOTOpPbIe BHYTPeHHME HaKTopbl, BKIOYas reHeTuyeckume.

BbisiBNIeHHble BapuaHTbl

Fen BapuaHT Bauw reHoTMN
= rs7787362 T/T
SRPX rs35318931 A/
HMCN1 rs10798036 G/G
- rs7594220 A/G
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CoJIHeYHble NeHTUro

[laHHbIV BapMaHT reHa, OTBETCTBEHHOMO 3@ 3IMMMHALMIO M3ObITOYHOIO
KONM4yeCcTBa MENAHOUMTOB UMMYHHbIMU KNETKaMM aCCOLMMPOBAH CO CPEOHUM
PUCKOM MOSBJIEHMS CONHEYHbIX NEHTMUIO B pe3ynbTaTte Bo3aenctans YO-nyyen.

ConHeyHoe NEHTUIo — 3TO YYACTOK KOXM C MHTEHCMBHOM NMUIMEHTAUMEN,
BO3HMKAKOLWNIK BCNEACTBME NOKANbHOW Nponndepaunn MenaHoLmMTOB U aKKyMynaumm
MeNaHMHA B KNeTKaxX KOXu (KepaTMHoumMTax). Bctpeyaetcs AOBOIbHO 4acTo, 0COBEHHO
cpeam nogen ctapwe 40 net. ConHeYHble NEHTUIO — MJIOCKME KOXKHbIE 3/IEMEHTDI,
MOTrYT UMETb OKPYIYH, OBANIbHYHO UM HENPABUbHYIO opMy.

LLBeT BapbMpyeT OT TEMHO-KOPUYHEBOTO [0 YEPHOIO M 3aBUCUT OT LiBETA KOXMU. B
AMaMeTpe 3/1eMeHTbl MOTYT AOCTUIaTb OT HECKOIbKUX MUJIMMETPOB 4,0 HECKOSTbKMX
CaHTMMeTpoB. PacnonaratoTcs Yalle BCEro Ha yyactkax Koxu, Hanbosee
NOABEPXKEHHbIX COTHEYHOMY BO3AENCTBUIO — JINLLO, Tbi/IbHAs MOBEPXHOCTb TAA0HEN.

CoJIHEYHble NEHTUIO AOBOJIBHO NPOCTO AMArHOCTUPOBATb, HO MHOTAA NEHTUIO
HenpaBUAbHOM GOPMbI CJIOXKHO OTIMYUTL OT MeNlaHOMbl. COTHEYHbIE TIEHTUIO ABASIOTCS
4aCTbIM NPOSIBIEHNEM CTApEHUS KOXN. CTapeHue KOXM SIBNSIETCS Pe3ybTaTOM Kak
BHYTPEHHMX, TaK 1 BHELIHMX QaKTOPOB.

BHewHwne dakTopbl, TakMe Kak oanTenbHoe BO34ENCTBUE COMHEYHbIX SIy4en, BHOCAT
[ONONHUTENbHBIM BKNAA, B Npouecc ctapeHns (potoctapenme). OgHako, HECMOTPS Ha
OCHOBHYO posib Y®-nyyen B npouecce GOTOCTAPEHUS], €0 MHTEHCMBHOCTb TaKXe
3aBUCUT OT FEHETUKM.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHoTmn
= rs9350204 A/A
- rs9358294 A/A
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3arap u 4yyBCTBUTENbLHOCTbL K UV-13nyyeHuto

O6HapyxeHHOe coYeTaHMe BapMAHTOB reHOB, OTBEYAKLMX 33
MHOMOCTYMeHYaTbl NpoLEeCC CMHTe3a NMUIMEHTA B KOXe, CBA3aHO C afeKBATHbLIM
OTBETOM Ha Bo3gencTame YP-u3nyyeHuns B Buae GpopMmpoBaHuMs 3arapa, 4to
dbopMupyeT yMepeHHYI0 3aLLMTY OT KPaTKOBPEMEHHOIO BO34ENCTBUS
yneTpaguonera.

[MUrMeHTaums KOXXu — 3T0 NPUCNOCOBUTENBHBIA MEXaHM3M, MO3BOIMBLUMIN YeNIOBEKY
afanTMpoBaTbCs K NOBPEXAAoLEMY BO3AENCTBUIO YNbTPapUONETOBOIrO U3NyYeHus,
3awmLLan cebs oT CoNHEYHbIX 0X0roB. OCHOBHbIM MCTOYHUKOM MUIMEHTaLMK YenoBeka
SIBNSIETCH MENAHUH, CUHTE3MPYEMbIN BHYTPU MENAHOCOM B MenaHouutax. CyulecTeyeT
[1Ba OCHOBHbIX TUMNA MeNaHUHA: PeoMeNnaHuH (KPAaCHbIN UK XENTbIA) U SyMenaHuH
(4epHbIM MU KOPUYHEBbIN).

MdeHOTMN 3arapa B COYETAHMM C LLBETOM BOJIOC, LLBETOM KOXM U LBETOM INa3,
npeacraBnser cobom BUAMMBIN GEHOTUN NMUIMEHTALUMW. 3arap SBAsSIeTCS
du3mnonornyeckMm oTBETOM Ha ynbTpaduonetosoe (YD) nsnyyeHne CONHEYHOro CBeTa.
Y®-0651y4eHme yBennumMBaeT NPON3BOACTBO SyMENAHNHA B MOMbITKE 3aLMTUTL KOXY OT
[anbHenLWero NoBpexaeHus.

YyBCTBUTENBHOCTL K YD-U3/yYEHMIO KOXKM MOXKET BapbMPOBATLCA B 3aBUCUMOCTM OT
yyacTKa M TMMa KoXxu yenoseka. CMocoOHOCTb K aleKBaTHOMY CMHTE3Y MUTMEHTA B
KOXX€ BO MHOIOM MNpefonpeneneHa reHeTuyecku.

BbisiBNIeHHble BapMaHTb

Fen BapuaHT Bauw reHoTMN
LOC105374875 rs12210050 c/C
GRM5 rs10831496 A/A
HERC2 rs12913832 G/G
IRF4 rs12203592 c/C
= rs966321 T/G
SLC45A2 rs28777 A/A
CDK10 rs258322 A/G
0OCA2 rs7495174 A/A
LOC107984363, TYR rs1393350 A/A
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[ NTMKMpoBaHue

O6HapyxeHHbIn BapmnaHT reHa NAT2 accounmMpoBaH C HOpManbHbIM YPOBHEM
npouecca rMMKMpoBaHUs B koxe. OQHaKo cnenyeT y4eCTb BAUSIHUE NPOYMX
($aKTOpOB HA MHTEHCMBHOCTb 06Pa30BaHMS KOHEYHbIX NPOAYKTOB
FIMKMPOBAHMUS.

OpraHusM ncnonb3yeT KO3y Kak OCHOBHOM MCTOYHMK TonAmBa. Ecau raokosa He
MeTabonunsnpyeTcs AOMKHbIM 06pa3oMm, Kak, Hanpumep, Npu caxapHoM auabeTe,
3aMycKaeTcs NpoLecc MUKUPOBAHUS — HePEePMEHTATUBHOIO NPUCOeaUHEHUS
MONeKy bl caxapa (FKo3bl unn GpykTo3bl) K 6enky uam nunuay. B koxe 3T0T npouecc
NpoMCXoaMT cneayowmnm obpas3om: rnKo3a CBA3bIBAET KOMIAreH M BONOKHA 3/1aCTUHa,
06pa3yq ¢ HUMK MPOYHYIO CBS3b M GOPMUPYS TaK Ha3biBaeMble KOHEYHbIe MPOAYKTbI
rMUKUPOBAHMUS.

JTO NPUBOAMT K CTPYKTYPHBIM U DYHKLMOHANbHLIM U3MEHEHWUAM TKAHEMN, YTO
BbIPAXAETCA B MOSBNEHUM MOPLUMH, CYyXOCTU M ApaBA0CTM KOXU. [ToKa3aHo, 4To 3TOT
npouecc 6onee yCKOPeHHO NPOTEKAET C BO3PACTOM, HapyLIas CO BpEMEHEM
CNOCOBHOCTb KOXM K pereHepaumn. KonnyectBo KOHEYHbIX NPOAYKTOB MMKMPOBAHMS B
KOXK€ MOXHO KOCBEHHO OLLeHWUTb No (GiyopecLeHunm Koxu. Ha 3Ty cnocobHoCTb, a
3HAUUT U Ha 06pa3oBaHMe NPOAYKTOB MMMKMPOBAHMS, BIUSET MHOXECTBO (PakTOPOB:
BO3pacT, Macca Tena, ypoBeHb MMMKMPOBAHHOIO reMornobuHa, KypeHue, a Takxke
reHeTumKa.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHoTmn

= rs4921914 T/T
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3anax tTena

Y niogein ¢ BalwmM reHoTUNOM Teno 06bIYHO HE UMEET PKO BbIPAXKEHHOTO
3anaxa.

3anax 4enoBevYeckoro Tefia GopMUPYT NOAMbILLKK. AMIOKPUHOBbIE NMOTOBbIE XKENe3bl
BbIAENSIOT BELLEeCTBA-NPeAWeCcTBEHHUKM, KOTOPbIE CTAHOBSATCS NUTATENIbHOM CpeaoW
NS pa3MHOXeHUS HBakTepuin, 0OMUTaLOLLMX HA MOBEPXHOCTM KOXM. BblaeneHus atmx
DakTepUit 1 CTaHOBATCA MCTOYHMKOM HEMPUATHOrO 3anaxa. J1loam NoTerT C pa3HoM
MHTEHCUMBHOCTbIO, 3 HEKOTOPbIE MPAKTUYECKN HE MaXHYT.

BoisiBNeHHble BapuaHThl

leH BapuaHT Baw reHoTun

ABCC11 rs17822931 /T
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SEEEEEEEREREELEEEELZE ipyrve npusHakyn  EEEEILEEEEE
KonnyecTso HEBYCOB

CoyeTaHue BapuaHTOB reHOB, KOTOPbIE PETYNIMPYIOT MPOLLECChI KNETOYHOr0
AeneHns u rmbenu, a Takxke 3a4eMCcTBOBaHbI B MPOLECCaX OHKOreHesa,
aCcCoLMMPOBAHO C HOPMaJibHbIM PUCKOM 0O6pa30BaHMS HEBYCOB Ha KOXE.

HeByc (poaouvHka) — nobpokavectBeHHOe 06pa3oBaHME KOXM, NpeAcTaBieHHOe
rPyNnov HEBYCHbIX KNETOK, COAEPXALLMX B 60MbLIOM KOMUYECTBE NMUIMEHT MENaHMH.
HeBycbl paznuyatotcsd no Gopme, pa3mepy, LBETY U KonnyecTsy. B 6bonbwnHcTBe
C/ly4aeB 3TO CUMMETPUYHbIEe 06pPa30BaHUS MeHee 6 MM B AnaMeTpe, OKPYrIon unm
0BaNbHOW HOPMbI, C POBHON NOBEPXHOCTLH.

HeBycbl yalle 06pa3ykoTca Ha yyacTkax, 6onee NoABEPXKEHHbIX BAUSAHUIO COHEYHOTO
M3NYYEHUS — TPYab, BEPXHUE U HUXKHME KOHEYHOCTM, FOPa3ao pexe Ha NafoHsX,
CTYMHAX U HOTTEBOM NOXe. Y NpUBIM3UTENIbHO TPETU AETEN U B3POC/bIX HEBYCHI
pacnonaratoTcs Ha cKasbre, YTO CYMTAETCS MapKepoM BOJbLIErO KOIMYECTBA HEBYCOB
Ha KOXe B LiefIoM. He cMOTpS Ha To, Y4TO MO OnpeaeneHno HEBYChl ABNAIOTCS
n06poKaYeCcTBEHHbIMU 06Pa30BaHNSAMU, HEKOTOPbIE U3 HUX CO BPEMEHEM MOTYT CTaTb
3/10KaYeCTBEHHbIMM.

Jlopn ¢ 60nbWKMM KOIMYECTBOM POAMHOK HA KOXKe BXOASAT B rpynmny MOBbILEHHOrO
pUCKa pa3BMTMUS MeNAHOMbI U LOMIKHbI M36eratb Ype3MepHOro BANSAHUS COMHEYHbIX
ny4yen, a Takxe nepnoamyeckn NpoxoanTb AepMaTockonmyeckoe obcnenoBaHue.
HeBycbl 6b1BalOT BPOXAEHHLIMU 1 NpUoBpeTeHHbIMKU. BpoXaeHHbIEe HEBYCbl BO3HUKAIOT
BCNeACcTBME IMOPUOHANBHOMO pPOCTa, FreHeTUYECKUX 0CODEHHOCTEN, a TAaKXKe COCTOSHUS
3[0pOBbS MaTepu: HANMUYME FOPMOHANbHbIX HapyLWeHUN, MHbEKLMN MOYENOIOBOrO
TpakTa. Ha 06pa3oBaHune HEBYCOB C BO3PACTOM, a TaKXe Ha UX KOMYECTBO, BAUAIOT
cTeneHb NOABEPXKEHHOCTU YNbTPaPMONETOBOMY U3NTyYEHMIO, B TOM YMCNe
MCKYCCTBEHHOMY (conapuii), deHoTunuyeckne 0COBEHHOCTH (N0AN CO CBET/ION KOXeMn
CKJTOHHbI UMETb B0osbLLIee KONNMYECTBO HEBYCOB), TEPMUYECKMUE OXKOTU U ApYyrue TPaBMbl
KOXM, FOPMOHAJIbHble HAPYLIEHMS, HANMYMe TakMx 3a60NeBaHUIM KaK TOKCUYECKUI
3aNuAepManbHbIN HEKPOSIU3 UK ByNNe3HbIM INUAEPMON3, @ TaKKe HaCeACTBEHHOCTb.

BbisiBNeHHble BapuaHTbl

leH BapuaHt Baw reHoTun
LOC107987026 rs4636294 A/G
PLA2G6 rs2284063 G/G
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Anneprus Ha Tpasbl

He BbISIBNEHO COYETAHWUS BapMaHTOB, NMPM KOTOPOM MOBbILLIAETCA
NpeapacrnoNoXeHHOCTb K Pa3BUTHIO a/ifIepruM B OTBET Ha KOHTAKT C MblbLOV
Tpas.

Anneprusi Ha TpaBbl BbI3bIBAETCS MblbLLOM ONPeAENeHHbIX CE30HHbIX PACTEHWIA U
NposBASETCS, KaK NPaBUO, 3NM304aMN HACMOPKA, YMXaHMS, 3yAa B rna3ax u
cnesoteyeHus. MHoraa BO3MOXHO pa3BuTHE M Hosliee CEPbe3HbIX CUMMTOMOB, TaKMX Kak
aCcTMATUYECKMI NpucTyn. TpaBbl, KOTOPbIE YaLlle BCErO Bbi3bIBAKOT aNIEPIUI0, ABAAIOTCS
BETPOOMbINAEMbIMM.

IJTO 3HAYMT, YTO UX NbiNbLA MMEET O4YEeHb MaNeHbKMe pa3Mepsbl U Ierko pa3HOCKTCS
BETPOM Ha 60/blUME PACCTOSHUS, B OT/IMYME OT PACTEHWUM, ONbINSEMbIX HACEKOMbIMU

(ux nbinbLa UMeeT HonbluMe pasMepbl, NI0X0 AEPXKUTCS B BO3AYXE U HE NpeacTaBnseT
6onbLwon annepreHHon onacHoctu). K TpaBam, CMOCO6HbLIM Bbi3blBaTb Y YENOBEKA
annepruto, OTHOCATCS 371aKOBble (Hanpumep, Nnesen, MATAKK, TMMoeeBKa, POXb,
MWeHMLa, S4MEHD), @ TAaKXKe PaCTEHUS U3 APYITUX CEMENCTB — MOJbIHb, aMBpo3us,

Mapb, nebena n MHOXeCTBO ApYrux. M3-3a 601bWOro KoAMYeCTBa NOTEHLMANbHbIX TPaB-
annepreHoB He BCeraa yaaeTcs cpasy onpefenuTb NPUYMHY annepruyeckon peakumu.

[lns 3TOro CywecTByOT CneumanbHble TeCTbl, HA3HAYaeMble€ BPa4OM-a/ieprosiorom.
Jltoou ¢ anneprueit Ha nblabLy TPaB MOTYT UCMbITbIBATb CUMMTOMbI aflIeprum nocse
yNnoTpebneHns B NULLY HEKOTOPbIX MPOAYKTOB. 3TO NPOUCXOAUT U3-3a TOTO, YTO AaHHbIE
NpOAYKTbl UMEKT B CBOEM COCTABE BELLECTBA, CXOAHbIE MO CTPYKTYpE C annepreHamu.

K npumepy, cTpagarowmin anneprmen Ha 371akoBble TpaBbl YENOBEK MOXET pearmpoBaThb
Ha ynoTtpebneHune nmea, xnebobynouHbIX U MaKapOHHbIX u3genun. [MopobHblie peakumm
HeobXx0AMMO OTAMYATL OT HENEPEHOCMMOCTM toTeHa (benka ceMsiH 3n1aKOoBbIX
pacTeHW), B YEM TaKXKE MOXET NOMOYb anJiIepronor.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn
= rs7775228 T/C
- rs2155219 T/G
= rs17513503 c/C
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[ernopoanuaHapoCcTepoH cynbdaT

Mpy 4AHHOM FreHOTUMNE KOHLIEHTPaLMs AerMapo3NMaHapoCcTEPOHa cynbdaTta
yallle Haxo4MTCS Ha CPeHEM YPOBHE.

HernppoanuanapoctepoH-cynbdat (A3A-SO4) — cteponaHbiit TOPMOH, KOTOPbIN
BblpabaTblBAaETCS KOPOM HAAMNOYEYHMKOB NOA KOHTPOJIEM aAPEHOKOPTUKOTPOMNHOIO
ropmoHa. B opranmnsme [13A-SO4 npeobpasyeTtcs B aHApOreHsl (MpeMMyLLecTBEHHO —
TECTOCTEPOH). XOTS TeCTOCTEPOH NPEUMYLLECTBEHHO MYXXCKOM FOPMOH, 3TO
npeobpa3zoBaHMe NPOMCXOOMUT U Y XEHLLMH, KOTOPbIM OH HeobxoamMm ang obpasoBaHus
M pa3BUTUS 300POBbIX SMLEKNETOK.

CAULLIKOM HU3KMIA MK CAULLIKOM BblCOKMIM ypoBeHb [13A-SO4 MoxeT ObITb MPpUYMHOM
6ecnnoamsa. HopmanbHble 3HaveHms [1OA-SO4 yBenmunBaroTca C BO3pacTOM U 3aBUCAT
oT nona. Y MyxuuH oHu coctasnaiot 180-1250 Hr/pn, y xeHwmH — 130-980 Hr/aon.

HepnoctaTok ropMOHa MOXeT NPOSABAATLCSA OCTEONOPO30M, HAPYLLUEHUAMMU NAMSTH,
BbIPAYXEHHOW YTOMNSEMOCTbIO, CHUXKEHUEM NNMOMA0, A N3ObITOK MPUBOAMT K aKHE U
BbINafAeHuo BONoC. M3MeHeHMs ypOBHS rOPMOHA MOTYT ObITb BbI3BaHbl
FOPMOHMPOAYLMPYIOLWMMU HOBOOOPA30BaAHUSMM HAANOUYEYHUKOB. Y XKEHLMUH 04HA 13
Hanbonee YacTblX NPUYUH U3MeHeHUs YpoBHS [15A-SO4 — CMHAPOM NOSIMKUCTO3HbIX
SMYHMKOB.

BbiiBNeHHble BapuaHTL

[eH BapuaHt Baw renoTun

ZNF789 rs148982377 /T
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DonnnKynocTUMYNUPYOLLINIA FTOPMOH

[pn AAQHHOM reHoTHNe KOHUEHTpauus GoNINMKYNOCTUMYAMUPYIOLLErO FOPMOHA
yalle Haxo4MTCa Ha CpeHEM YPOBHE.

@onnnkynoctumynmpytowmin ropmoH (POCI) BoigenseTca nepegHen gonen runodmsa.
BmecTe € NHOTEUHM3NPYIOWMM FOPMOHOM OH peryanpyeT pasButue u
dYHKUMOHUPOBaHME penpoayKTUBHOM cucTeMbl. Y MyxunH OCI nogaepxvsaet
cnepMaTtoreHes, CTUMYINPYS OeNeHne KNeTok.

Y xeHwmH OCI KOHTpOAUPYET TeYeHNe MEHCTPYANIbHOro LMK M npouecc
o0b6pa3zoBaHns GONIMUKYNOB B SUYHUKAX. CIULIKOM HU3KUIM MU CZIMLLKOM BbICOKUM
yposeHb OCI MoxeT 6bITb NpUuMHON 6ecnnoang. HopmanbHbi yposeHb OCI 3aBucut
OT noJsia u BO3pacTa.

Y XeHLWMH OH TakXKe BapbMpyeT B 3aBUCUMOCTU OT CTaAMU MEHCTPYASIBHOMO LUMKAA.
YpoBeHb rOpMOHa MOXEeT NOBbLIWATLCA NPU HEKOTOPbIX POPMax HACNeACTBEHHbIX
HapyLweHWn pa3BUTUS NONOBOM cMCTeMbl. OH TakXKe XapaKTepeH 415 XKEHLMH B
MeHonay3e 1 xeHWwnH monoxe 40 net c notepen GyHKLMU SUYHUKOB. HU3KMe
3HauveHuss ®CI MoryT HabnaaTbCa NPy ONyXonax rmnodumsa, rmnoTasamyca u
HaAMNOYEYHMKOB, ONMYXONAX AMYHMKOB Y XKEHLUMH, CTpecce, aHOPEKCUM.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTun

LOC105376607 rs11031005 /T
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JIloTenHn3npyrowmm ropMoH

Mpu [@aHHOM FeHOTMNE KOHLLEHTPALIMA IOTEMHU3UPYIOLLLErO FOPMOHA Yalle
HaxXoAMUTCS Ha CPEHEM YPOBHE.

JTotenHusupyrowmnin ropMoH (JIlN — roHagoTponHbIK TOPMOH, KOTOPbIX BblAENSeTcs
nepegHen gonen rmnodmsa. Bmecre ¢ GonnnKynoCctTuMynmpyowmm ropmoHom J1I
perynupyet pa3sutmue u GyHKUMOHMPOBAHME PenpoayKTUBHOM cucTeMbl. CIULWKOM
BbICOKWMW MU CULWKOM HU3KUIM ypoBeHb JIIT MoxeT 6bITb MpuunHom becnnoams.

Y MyxuuH JII ctumynupyeTt BbipaboTKy TectocTepoHa. [Mopumm JII cekpetupyroTcs B
CUCTEMHbIM KPOBOTOK B TOT MOMEHT, KOrAa KOHLEHTPALMA TeCTOCTEPOHA CHUXAETCA.
[OpMOH CTUMYyNUpPYyeT 0Ccobble KNeTKU, PaCNoNIOXKEHHbIE B TKaHU auuek (KNneTku
Jleipmra), 1 UHTEHCMBHOCTb CMHTE3a U CeKpeLmm TeCTOCTePOHA YBENUYMBAETCS.

Y sxeHwwH JII Takxke cnocobCTBYyeT NpoayKumMu aHaporeHos. Kpome Toro, oH
obecneynBaeT BbIXOA4 AMLLEKNETKM M3 SIMYHMKA BO BpeMs oBynsumu. Benneck yposHa J1T
NPUXOAMUTCS HA OBYNSATOPHYO a3y MEHCTPYaNbHOrO LMKAA.

[Mpyn 3a4aTm ropMOH CTUMYIMPYET XKENToe Teno A5 BbipaboTKM NporecTepoHa,
HeobxoaMMoro ans passutus GepeMeHHOCTU. HopManbHbI ypoBeHb
NOTEUHU3MPYIOLLLENO FOPMOHA 3aBUCUT OT MOJ1a M BO3PacCTa. Y XEHLMH OH TakxXe
BapbMpYyeT B 3aBUCMMOCTM OT ha3bl MEHCTPYANbHOMO LMKAA.

YpoBeHb JI[' MOXET yBeNNYMBATLCA NPU HACNEACTBEHHbIX HAPYLIEHUSAX Pa3BUTUSA
MONOBOM CUCTEMBI, Y XXEHLWMH C paHHEN MEHONAy30M AU CUHOPOMOM MOAUKUCTO3HbIX
AMYHNKOB. CHMKeHMe JII MoxeT ObiTb BbI3BaHO CUM/IbHBIM CTPECCOM UM NOPAXKEHUSIMMU
rmnodusa 1 runoTanamyca, a Takxxe MHTEHCUBHbLIMU CMOPTUBHLIMU TPEHUPOBKAMM.

BbisiBNeHHble BApuaHThI

leH BapuaHT Baw reHoTmn

LOC105376607 rs11031002 A/T

203



R R R RRRRRRRIRERRER

SRRIRRELE

SRS Dpyrve npushakn 888

[NoBYyNKUH, CBA3bIBAOLWMM MONIOBbIE FTOPMOHDI
Y MY>XXUYMH

Y Bac BbisiB/IeHA npegpacrnosoXeHHOCTb K CpeaAHEMY YPOBHIO I'J'I06y}'II/1HOB,
CBA3bIBAKOLWMNX MOJIOBbl€ TOPMOHbI. 3a 3To oTBeYaeT BapHaHT reHa SHBG.

nobynuH, CBA3bIBAOLLMIA NOJIOBbIE TOPMOHbI — 6€N10K, 06naaaoWwmin cnocobHOCTLIO
CBA3bIBATbLCS C MONOBbIMM FOPMOHAMM U TPAHCNOPTUPOBATb MX B HEAKTUBHOM
COCTOSIHMU. [OPMOH-CBA3bIBAKOLWMI TNOBYIMH CMHTE3UPYETCS KneTkamu nedeHun. OH
TPaHCNOPTMPYET MOMOBbIE TOPMOHbI B HEAKTUBHOM COCTOSIHMM B TKaHM OpraHun3Mma, rae
OHM HEOOX0OUMbl.

My>KCKOM MONOBOM rOPMOH, TECTOCTEPOH, 06pa3yeTcs N3 XonecTtepuHa B KeTkax
MONOBbIX XeNe3 U B KOpe HAAMOUYEUYHNKOB. Y XEHLUMH TECTOCTEPOH BbipabaTbiBaeTCa B
HebOoNbLWNX KONMYECTBAX B AIMYHMKAX M B HagnovyevyHMkax. FopMoH onpeaensiet paboty
MOJIOBbIX XXefe3, POCT MbILLEYHOMN TKaHU, CTPOEHME Tena, HAaCTPOEHUE N PUCKM
HEKOTOpbIX 3aboneBaHNN.

BbisiBNeHHble BapuaHTbl

[eH BapuaHT Baw reHoTmn

SHBG rs1799941 A/G
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BeCHYyLWKM

Tect He onpenenun y Bac BapuaHTbl B reHax MCIR, TYR, OCA2, BNC2, IRF4 u
ASIP, KOoTOpble 0TBEYAIOT 33 NOSAB/IEHME BECHYLLEK.

BecHywku — HebonblMe NATHA YyTb TEMHee 06Lero ToHa Koxu. Hannume BecHylwek —
He npu3Hak 3aboneBaHus, a Nokasatenb 6onbLlen BOCMIPUUMUUBOCTU KOXM K
ynbTpacdmoneToBoMy CBeTy. BeCHYLWKHM YaLle BO3HMKAIOT Y N0AEN CO CBET/ION KOXEMN, B
KOTOPOW MeHbLLEe CBETO3ALMUTHOrO MUIMEHTA, HO MOTYT NOSBAATLCA U Y NOAEN CO
CMYINOKN KOXen, 'y adpuKaHLEeB.

Jiopam ¢ BECHYLWIKAMU CTOUT Yalle UCMNOJIb30BATb CONHUE3aWMTHbIN KpeM u nsberatb
Aonaroro I'IpE‘6bIBaHl/I$| Ha conHue. B otanune ot pOOUHOK U APYTUX NMUTMEHTHbIX MATEH,
BECHYWKN — 3TO HE pa3paCTaHnUAd MUITMEHTUPOBAHHbBIX KNIETOK. KneTtkun BeCHyLWeK no
NJIOTHOCTKN HE OT/IMYAKOTCA OT OCTAJIbHbIX Y4AaCTKOB KOXMHU, MPOCTO OHU Bblpa6aTbIBaI-OT
6onblue NMrMeHTa MeNlaHMHa.

MMeHHO OH OKpaluMBaeT BECHYLWKM B 6osiee TeMHbIN LBeT. BoipaboTKy MenaHuHa
CTUMYAUPYET YyNbTpadMOoNeT, NO3TOMY BECHYLIKMU Sipye BCEro NPOSBASOTCS BECHOM U
CBETNET K 3uMe. Y MageHLeB BECHYLWEK MOYTU He BbIBAET, OHU HAUYMHALOT
nosBNATbCA K 4—6 rogaMm, a nocae TpUALATU NeT YUCI0 BECHYLWEK NOCTEMNEHHO
yMeHbLUaeTcs.

BbiiBNeHHble BapuaHTL

Fen BapuaHT Bauw reHoTMN
MC1R rs1805007 c/C
MC1R rs1805008 c/C
AFG3L1P rs4785763 A/C
LOC105374875 rs1540771 c/C
LOC107984363, TYR rs1042602 c/C
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YpoBeHb (peTanbHOro reMornobumHa Bo
B3pOC/IOM BO3pacTe

TecT BbISIBUA Y Bac BapuaHTbl B reHax BCL11A, MYB u Ha yyacTke HBS1L-MYB,
KOTOpbl€ YKa3bIBAOT HAa BEPOATHOCTb HM3KOI0 YPOBHSA hEeTanbHOro
remornobuHa.

Mpw AbIXaHUWU KUCNOPOA M3 Nerknx nonagaeT B KPOBb, IAe COeamHsaeTcs C
6enkamMmn-nepeHocYMKamMmn Kucnopoaa. [naBHbIM Takon 6enok — reMornobuH, KOTopbIi
COLEPXXMUTCS B KPACHbIX KPOBSHbIX TeNbLAX KpoBK (3putpountax). CTpoeHue
reMornobuHa 3aBUCHT OT BO3pacTa YenoBeka, M YacTo B OpraHn3Me O4HOBPEMEHHO
NPUCYTCTBYIOT pa3Hble BUAbl reMOrnoouHa.

Y B3pocnoro yenoseka npeobnagaet reMornobuH A. Kpome Hero, B KpoB#M
npucytcteyeT 1-7% detanbHoro remornobuHa. OH BbipabaTbiBaeTca y naoaa B
MpeHaTanbHbIM Nepnoa, a Noc/e poOXAEeHUS ero NPOLEHT B 3PUTPOLUTAX CHUXKAETCS.

@eTanbHbIM reMornobuH MeHee YCTOMYMB K BO3LENCTBUIO KUCNOTHOCTU (pH) 1
TeMneparypbl, HO OH CNOcobeH NnepeHoCUTb BosblLe KMCNOPOAA, YEM «B3POCbIN»
reMornobuH A. BbicokuI ypoBeHb eTanbHOro reMornobuHa y B3poc/bix ocnabnser
CUMMNTOMbI HEKOTOpPbIX 3aboneBaHuit, HanpmuMep, CeprnoBUAHOKIETOYHON aHEMUMN.

BbiiBNeHHble BapuaHTL

Fen BapuaHT Bauw reHoTMN
HBBP1 rs10128556 T/C
BCL11A rs4671393 G/G

= rs9402686 G/G

206



REEEREEEE ipyrve npusHaku

CeamnHa

TecT He onpenenun y Bac BapuaHT reHa IRF4. Y niogen ¢ BawuM reHOTUNOM
06bIYHO BOMOCHI CEAEHOT MO3XKe U MEHEE UHTEHCMBHO.

[NocepeHue pasgenseTca Ha pusmMonormyeckoe (BO3pacTHOE), NpexneBpeMeHHoe
(HacTynatolLee B MONIOAOM BO3pacCTe) U BPOXAEHHOE (CBSA3aHHOE C HAaCNeACTBEHHbIM
OTCYTCTBMEM NUIrMeHTa B BoN0Cax). OHO MOXET BbITb TakXKe MOMHLIM UK YaCTUYHbIM.
MexaHn3M NOoSBNEeHUS BO3PACTHOM U PaHHEN CeaunHbl OAMHAKOB.

B 06oux cnyyasx 3To NpOMCXOAMT B pe3y/bTaTe yTpaThl BOJIOCAMM KPaCSLLErO
MUrMeHTa — MenaHuHa. OH CMHTE3UPYETCS B K/IETKaX-MeaHoLMTaX, PACcroOXEHHbIX B
HUXKHEM C/10€ 3NUAEPMMUCA U B BONOCSHbIX HOMIMKYNAX, U 3aTEM NOCTYNAET B CTEPXKHU
pactywmx Bosioc. C BO3pacToM YMC/I0 MENAHOLMTOB COKPALLAETCS M NPOM3BOAUTCS
MeHbllEe MeNaHuHa. B pesynbTtaTe CTpyKTypa BOMOC, IMLIEHHbIX MUIMEHTa, CTAaHOBUTCS
MOPUCTOW, @ MOSABMBLUMECS BO3AYLLUHbIE MOIOCTH NPUAAIOT BOJOCaM cepebpucTo-6enbiit
LBeT.

BbisiBNIeHHble BapUaHTbl

leH BapuaHt Baw reHoTun

IRF4 rs12203592 c/C
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[TanbueBbIM MHAEKC

Bawwu ykasaTenbHbiM 1 6€3bIMSHHbIM NanbLbl, CKOpee BCero, MO4YTM 0AMHAKOBOM
ANVHBI. TO CBA3aHO C BapuaHTaMu reHa SMOCI.

ManbLeBbli MHOEKC — COOTHOLUEHWUE A/IMHbI YKA3aTENbHOrO Nasblia K 6€3bIMAHHOMY.
JTO COOTHOLUEHME OMNPenensieTcsi TEM, Kak TECTOCTEPOH M ApPYrue nosioBble rOPMOHDI
LENCTBOBA/IM HA OPraHU3M BO BpeMs BHYTPUYTPOOHOro pa3sBuTus. TecTocTepoH
onpeaenset paboTy 1 pa3BUTHE MONOBLIX OPraHOB, OKA3bIBAET BIUSHUE Ha
dbopMUpoBaHME CKeNeTa U MbillL, HACTPOEHUE W NOBEAEHME.

BbICOKMIM ypOBEHb TECTOCTEPOHA U HU3KUI YPOBEHb 3CTPOreHa GOPMUPYIOT MYXCKOM
nnog v yBeNnunBalT A nHY 6e3bIMAHHOro nanbLa. HWU3KMn ypoBeHb TeCTOCTEPOHA MK
HebonbLIOe KOMMYECTBO PeLenTOPOB K HEMY YMEHbLLAKT OTHOCUTENbHYIO AJIUHY
6e3bIMAHHOrO NanbLa. Y MY>XYMH NanbLEBbI MHAEKC HUXE, YEM Y XKEHLLMH.

BbisiBNeHHble BApuaHThl

leH BapuaHT Baw reHoTmn
= rs2332175 A/G
- rs1952198 T/C
= rs4902759 c/C
- rs11158817 T/C
= rs4902758 T/A
- rs4902760 A/C
= rs9323530 T/C
- rs1318485 A/G
= rs958056 A/G
- rs4899317 T/C
= rs4899318 T/G
- rs12431570 A/A
= rs12435823 T/C
- rs4899319 T/T
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[pynna KpoBu no cucremMe [inero

[lns nogen ¢ BawuM reHOTUNOM XapakTepHa rpynna kposu Dia-Dib+
(NpUCYTCTBYET TONbKO aHTUreH Dib).

pynny kpoBu [mnero obpa3sytoT asa aHtureHa — Dia n Dib, pacnonoxeHHble Ha
NMOBEPXHOCTU KPACHbIX KPOBSIHbIX KIETOK KPOBU (3PUTPOLUTOB). AHTUFEHbI MOTYT
NPUCYTCTBOBATb Y YenioBeka BMeCTe, N0 04HOMY MM OTCYTCTBOBATb COBCEM.
Dia—-nonoxutenbHas rpynna KpoBM Yalle BCTpeYaeTcs y npeacTaBuTenen
MOHIONOUAHOM pacbl U AMEPUKAHCKMX MHAEWLEB U cocTaBnseT oT 12 no 36%.

B KpoBuM eBponeonaos M appUKAHLEB 3TOT aHTUIeH NPaKTUYECKM He 0BHApY>KMBaeTCs.
AHTureH Dib BcTpevaeTcs B 6onbwnHCTBE nonynauuid. AHTurensl Di moryT
NpOBOLMPOBATbL peakLMO UIMMYHUTETA U, NPU MX HECOBNALEHUMU ¥ MaTepu U pebeHka,
MOTYT NPUBECTU K Pa3BUTUIO FTEMOAUTMYECKOM BONe3HM NNoAa, a Npy NepennmBaHuu
HECOBMECTUMOM KPOBM — BbI3BaTb CEPbe3Hble OCIOXHEHMS.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw renoTun

SLC4A1 rs2285644 G/G
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[pynna KpoBu no cucreme Knan

[lns nogen ¢ BawuUM reHOTUNOM XapakTepHa rpynna Kposu Jka+Jkb-
(NpUCYTCTBYET TONbKO aHTUreH Jka).

pynna kpoBu Knagn 6bina otkpbita B 1951 rogy — y XeHwwmHbl no pamunmm Knaoa
HOBOPOXAEHHbIN pebeHOK CTpagan reMonnMTnyeckom 6onesHolo, U Bpaum CTaam UCKaTb
NPUYMHY. AHTUIEH B 3PUTPOLMTAX, KOTOPbIA CNPOBOLMPOBAN pa3BuTMe 3aboneBaHus,
6bln HaWaeH 1 06o3HauveH kak Jka. [ToToM HawnmM BTOPOM aHTUIeH 3Ton cucteMbl — Jkb.

AHTurensl Jka u Jkb nepepatotca no HacnencTBy U BCTpeyvaroTca y 25% nogen (3a
UCKNOYeHMEeM aPpUKAHLEB — Y HUX 3HAUUTENbHO Yalle BcTpedaeTtcs Jka). Y 50%
N04en B IpUTPOLMTAX HAaXoaaTcs 06a aHTUreHa. AHTUreHbl U aHTMTeNa cuctemMbl Kugg,
MOTYT BbI3blBaTb FEMOIMTUYECKYO 60M1€3Hb HOBOPOXAEHHbBIX U OC/IOXHEHUS NPU
MHOFOKPaTHOM MepenmMBaHMM HECOBMECTUMOM KPOBM M TPAHCMIAHTALMKU OPraHoB.

BbisiBNeHHble BApuaHThl

leH BapuaHT Baw reHoTmn
LOC1053720953, rs1058396 G/G
SLC14A1
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SRR 98858 Dpyrwe npusrakn 558

[pynna KpoBu No cnucteMe Kenn: aHTUMEHb
Kenn n YennaHo

[lns nogen ¢ BaWwmMM reHOTMNOM XapakTepHa rpynna kposu K-k+ (npucytcTeyeTt
TOMbKO aHTUreH k).

[pynna kpoBu Kenn coctout n3 25 aHTUreHoB U, N0 Mepe Hay4YHbIX OTKPbITUM,
nepuoguyecku gononHsaetcs HoBbiMU. AHTureH Kenn (K), oTkpbinu nepsbiM, B 1946
roay, B aputpoumTax pebeHka no pamununmn Kenn, CTpagaroLLero reMoanTnyeckom
6onesHbto. Jllogen Havanu AennTb Ha NONOXUTENbHbLIX U OTPULATENbHbIX MO aHTUTEHY
K, HO CKOpO BbISICHUIOCb, YTO Y KOTPULLATENbHbIX» NOAEN HE NPOCTO OTCYTCTBYET
aHTureH K, a npucytcteytoT gpyrne — k unu Yennaxo.

boiBaeT, 4TO y YenoBeka NPUCYTCTBYHOT 06a aHTMreHa ogHoBpeMeHHOo. DakTop YennaHo
pacnpocTpaHeH B nonynsauuu wupe, 4yeM Kenn. M3 aByx @aktopos Hanbonee akTMBeH
dakTop Kenn, noaTtoMy oH nmeeT 60/blIOE 3HAYEHME A5 NEPENMBAHNS KPOBY,
TPAHCMIAHTALMM OPraHOB M UrPAET BAXKHYIO POJib B MPOUCXOXAEHUM FEMOIUTUYECKOM
6one3Hn HOBOPOXAEHHbIX. B cnyxkb6ax KpoBu 0643aTeNlbHO onpeaenstoT Hanamune
aHTureHa Kenn.

BbisiBNeHHble BapMaHTbl

leH BapwuaHt Baw reHoTun

KEL rs8176058 G/G
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[pynna KpoBu No cnucteMe Kenn: aHTUMEHb
[TeHHn 1 PayteHbepr

Ilnga nogen ¢ BawuM reHOTUNOM XapaktepHa rpynna Kposu Kpa-Kpb+
(NpUCYTCTBYET TONbKO aHTUreH Kpb).

[pynna kposu Kenn coctouT 13 25 aHTUreHoB 1M Nepnoanyeckm 4ONONHSETCS HOBbIMM.
Cpeau Hux, nocne paktopos Kenn-YennaHo, BaXHYK pofb UrpatoT aHTUreHbl [TeHHH
(Kpa) n Paytenbepr (Kpb). AHTureHbl lNeHHW 1 PayteHbepr MOryT npoBoLMpOBaTh
peaKkuMo UMMYHUTETA U, MPU UX HECOBNAZEHMUM Yy MaTepu U pebeHka, MOryT NpuBecTU
K pa3BUTUIO reMOnnTUYeCcKon 6onesHm nnoaa, a npu nepenmBaHMmM HeCOBMECTUMOM
KPOBM M TPAHCMNAHTALUM OPraHOB — BbI3BaTb Cepbe3Hble 0CN0XHeHUs. Ho Takue
peakuuu BO3HMKAKT pexe, YeM B nape aHTureHos Kenn-YennaHo, 1 B OCHOBHOM Y
HocuTenemn aHTureHa leHHu.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHoTmn

KEL rs8176059 G/G
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YyBCTBMUTENBHOCTb K 3anaxy LBETOB

Tect onpenenun y Bac BapmaHT reHa OR4D6, cBS3aHHbIN C MOHMXKXEHHOM
4yBCTBMTENbHOCTbIO K 3anaxy po3 u Gpuanoxk.

ApoMarT LBETOB MMEET C/IOXKHYHK CTPYKTYpY, KOTOPas COCTOMT M3 CaMblX Pa3HbIX
neTyunx coefmHeHnin. OHU HYXXHbI LBETaM, YTOObI OTNYrMBaTb XXMBOTHbIX U NMPUBIEKATDb
HACeKOMbIX 415 onblneHus. Bblaenntb KOHKpeTHOEe COeauHEHNe, KOTOPOe OTBeYaeT 3a
LLBETOYHbIM apoMaT, — Hesb3sl.

OLHAKO MOXHO OMNpefenuTb, Kakue BeLLeCTBa LOCTYMHbI HaweMy 060HSHMI0. Tak
Hanpumep, B apoMaTe po3bl U GUanku Mbl BOCIPUHMMAEM B OCHOBHOM BeLLeCcTBO beTa-
MOHOH. M3 COBPEMEHHBIX FEHETUYECKMX MCCIEA0BAHUI Mbl 3HAEM, YTO B 3aBMCUMOCTH
OT reHOTMNA JI0AM NO-PAa3HOMY YYBCTBUTENbHbI K 6E€Ta-MOHOHY: KTO-TO OLlyLiaeT
apoMmart CUnbHee, a KTo-To — ciabee. bnarogaps 3ToMy, Mbl MOXXEM ONpPeAEUTb
WHOMBUAYaNbHbIE 0COBEHHOCTH BOCMPUATUS BaMyu 3amaxa LBETOB.

BbisiBNeHHble BapuaHTbl

leH BapuaHt Baw renoTun

= rs7943953 G/G
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YyBCTBMTENBHOCTb K 3anaxy 3/1aK0OB

Tect He onpenenun y Bac BapmaHT reHa NDUFA10, cBS3aHHbIM C MOHUXEHHOM
4yBCTBMTENIbHOCTbIO K 3anaxy 3/1aK0B.

B HoCcy HaxoAMTCs 0KOJIO MUJIMOHA HEPBHbIX KETOK, KaXkaas U3 KOTOPbIX CHabxeHa
CreuManbHbIM 060HATENbHbLIM peLLenTopoM. PeLenTopbl pearMpyoT Ha MOEKYbI
apoMmaTa v OTMNpaBAAKOT CMIHAbI B MO3T. 3anax 3/1aK0B, COI0AA M COIOMbI Mbl
4yBCTBYEM Bnarofaps BXOAAWEMY B UX COCTaB BeLLECTBY — U300yTupanbaeruay. Ot
reHeTMYeCcKnx 0CObeHHOCTEN CTPOEHMUS PELLeNTOPOB 3aBUCUT, HACKObKO Bbl
BOCMPUUMUMBBI K 3TOMY COEAMHEHMIO, @ C/IE0BATENbHO M K 3aMaxy 3/1aKOBbIX.

BbisiBNieHHble BapuaHTbl

[eH BapuaHt Baw renoTun

NDUFA10 rs13424612 c/C
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Paszsutne 3ybos B 10-12 net

Y nopen ¢ BawmnM reHotunoM B Bo3pacte 10-12 net, kak npasuno, 20 3y6o0B.

MonouyHble 3ybbl y AeTel HAYMHAKT BbiNaaaTb B 4-5 n1eT, a nepBble NOCTOSIHHbIE,
KOpeHHble 3ybbl noaBnsoTcs B 7 neT. Ha nossneHne 3y60oB BMSET COCTOSIHUE
300pOBbs pebeHKa, KnMMaT, NTaHue, NpoTekaHne 6epeMeHHOCTM MaTepu U
reHeTnyeckme akrtopbl. CMeHa 3y60B — BaXXHbIM (U3NONIOrMYECKMIA NPOLLECC, MO3TOMY
poOaUTENN U BPaYM BHMMATENbHO CNeaaT 3@ HUM.

BbisiBNeHHble BapuaHTbl

Fen BapuaHT Batu reHoTUn
L0C101928278 rs4491709 T/T
ADK rs7924176 A/G
= rs12424086 T/T
- rs2281845 c/C
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YnxaHue Ha cBeTy

TecT onpenenun y Bac BapMaHT Ha yyacTke mexay reHamun ZEB2 u PABPCP2. Y
NIOLEN C BALUMM reHOTMMNOM 00bIYHO CpeaHAs BEPOSTHOCTb YNXATENbHOTO
pednekca npu nonagaHMmM 9pKOro CBETa Ha CeTyaTKy rnasa.

MNpumepHo 18-35% ntopen, korga BbIXOAAT HA CONMHLUE, 0653aTeNbHO YMXAKT ABa—-TpU
pa3a. Tak NposBASeTCs CBETOBOW YnxaTesibHbI pedneKkc: HEKOHTPOIMpyeMOe YMXaHue
npv NonagaHUK SipKOro CBeTa Ha ceTyaTKy rnasa. CBeToBOM YUMxaTesbHblM pednekc —
YaCTHbIM CNy4Yan 06bIYHOTO YnxaTenbHOro pednekca.

MexaHM3M TaKoW Xe: UMNYNbC NPOXOAMUT NO TPOMHMUYHOMY HEPBY K HOCOPECHUYHOMY
HEePBY M BbI3bIBAET YMXaHME. BOT TONbKO MMMNYNbC BbI3bIBAKOT (DOTOPELENTOPSI,
KOTOpble YNaBAMBAIOT APKMUIA CBET M NepeaatnT UMNYNbC HEPBHbIM OKOHYaHUAMMU
C/IM3UCTOM HOCA. YTOObI BbI3bIBATh TAKOM MMMNYJIbC, LOCTAaTOYHO PE3KO YBEMYUTD
KONMYeCTBO CBETA — BbIMTU U3 MONYyTEMHOIO NMOMELLEHMS HA CONHEYHYH YIMLY UK
BK/IIOUYNUTb APKMI CBET B KOMHATe.

BbisiBNIeHHble BapuaHTbl

[eH BapuaHt Baw renotun

. rs10427255 T/C
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MeTabonnam cnapxm

Ilns nogen ¢ BawnM reHOTUNOM XapakTepHa HM3Kas YyBCTBUTENbHOCTb K
HENpUATHOMY 3anmaxy Mo4YM nocne ynotpebneHus cnapXu. 310 CBA3aHO C
BapuaHTamu reHa OR2M7.

Cnapa — pacTeHue C AIMHHBIMU MIOTHbIMU CTEGNAMMU C UINOBUIAHBIMU IUCTOUKAMM.
JTOT OBOLL, — POACTBEHHMK NYKY, XOTSl OHU HE MOXOXM HWU BHELHMUM BUAOM, HU MO
BKYyCY. MiHOra cnapyei Ha3blBaloT Kopeickoe 611040 Gyuxy — CNpeccoBaHHbIE U
BbICYLLEHHbIE MNNEHKM COEBOrO MOJIOKA, HO K HacTOALLEN CMap)XXe OHU OTHOLLEHMUS HE
MMEIoT.

Y cnapxu ecTb HeobbIYHOE CBOMCTBO — HEKOTOPbIE Nt0AM nocsie ynotpebneHums cnapxm
B TeYEHMEe Yaca MOryT YyBCTBOBATb MHTEHCUBHbBIM 3aMax OT CBOEN MOYM,
HaNnOMMHAKLWNKM 3aMax TyXA0M KanycTbl. HenpusaTHbIM 3anax cBa3aH ¢ nepepaboTkom
BELLECTB, COAEPXKALMXCS B Cnapxxe, M 06pa3oBaHMEM NaXyumx CepocoaepKalmx
coefnHeHUn (Hanpumep, MeTaHTnona). Npouecc nepepaboTKM BELLECTB Y KaXA0ro
NPOXO4MT NO-pa3HOMY, U B HEKOTOPbIX C/Ty4asix OpraHM3M NpakTMYecku He Bblaenser
MEeTaHTUO.

CnocobHocTb pa3ninvyaTtb 3anax CnapXxu B Mo4e 3aBUCUT HE TOJIbKO OT CaMOro 3alaxa,
HO U OT 4yBCTBUTEJIbHOCTU K HEMY. Ectb ntoan, moya KOTOPbIX OT/INHAETCA 3TUM
CTPpaHHbLIM 3aMMaxXoM, HO OHU HE CNocobHbI ero YNOBUTb. N ecTb ntogu, Moya KOTOpPbIX HE
MaxHEeT, HO OHU B LLE/IOM CMOCOOHbI pa3nnynUTb 3TOT 3anax.

BbisiBNeHHble BApUaHThl

leH BapuaHT Baw reHoTmn

- rs4481887 G/G
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CTpoeHune paayXKu: KOHTPaKLMOHHbIE
6opo3abl

TecT BbISiBUA ¥ Bac BapuaHT reHa TRAF3IP1, koTopsbiit 0TBeYaeT 3a cpegHe
BbIpa)X€HHble KOHTPaKLMOHHble 60p03abl B paayXKe.

KoHTpaKkLMoHHble 60p03abl — NpepbiBaOLWMECs KONbLEBUAHbIE NONOCKMU, KOTOPbIE
pacnonaratoTcsa 6amxke K nepudepum pagykku. Mx noseieHne cBsizaHo C ABUMKEHUAMM
3pauka. [Mpu 601bWOM YBENUYEHUM MOXKHO PAacCMOTPETb, Kak NpM paclUMpPEHMM 3payka
TKaHb PafyXXKM CKNaAbIBAETCSA MO KOHTPAKLMOHHbIM 60p034aM B ABOWHbIE IMCTKM, A
Npu CyXXeHnu 3payka 60po3abl CTAHOBATCA Mefibye, a MHOTAA COBCEM paCcnpaBstoTCs.

BbisiBIeHHbIE BApMaHTDI

leH BapuaHT Baw reHoTmn

TRAF3IP1 rs3739070 A/C
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CTpOEH ne pagyXxXKum: Haannume Kpunt

TecTt BbISBUA ¥ Bac BapuaHT reHa SEMA3A, npu KOTOpOM valle oTMeyaeTcs
cpefHee KOMMYecTBO KPUNT B pagyxKKe.

Kpuntbl — yrny6neHus B NOBEPXHOCTU Pady>KKu1, KOTOpble AAKOT TKaHSAM AOCTYnN K
XMOKOCTW rnasa, boratoi nuTaTenbHbIMK BewecTBaMu. Ecnm cMoTpeTh Ha rnas
yenoBeka BOAU3M, KpUNTbI BbITISAAT Kak Wwenu 6onee TeMHOrO LBETA, MO CPABHEHMIO C
OCTaNbHOM pafyXKor. KonmyecTBo KpMnT B pady>Kke 3aBUCUT OT COCTOSAHUS KNIETOK ee
BEPXHUX C/I0EB.

Ecnu KpunT MHOTO, 3TU KNETKM Pa3BUTbI XYXKe, YeM KOrAa KpUNT NpakTUYecku HeT. Ha
OCTPOTY 3PEHMS 3TO He BAUSIET. Y MYXXUMH B CpeAHEM BOsbLUE KPUNT B PafYyKKaX, YEM Y
KEHLLMH.

BbisiBNeHHble BapuaHThl

leH BapwuaHt Baw reHoTun

SEMA3A rs1533995 A/G
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CTpoeHue paayXKu: MMrMeHTaUMa BOKPYr
3payka

Tect onpenenun y Bac BapuaHT reHa SLC24A4, npu KOTOPpOM 06bIYHO
HabnaaeTcs pKO BbIpaXXeHHOE NMUIMEHTHOE KOJMbLLO BOKPYT 3payKa.

Korpa roBopsT npo LBeT rnas, UMetoT B BUAY Npexae BCEro oKpacky pasyXHowm
060104KM (PagyXXKKM) BOKPYT 3payka. Pagyxka coaepXuT B cebe KneTku C MMrMeHTamu,
yalle BCero C MenaHMHOM. [TUrMeHTbl MeLlwatoT CBETY NPOXOAUTb Yepes TKaHU
pafy>XHoW 060/104KM M COCPeaOoTaYNBaIOT MYYOK CBETA B 3paykKe.

LLBET pa3HbIX y4acTKOB pady>XK1 MOXET OTIMYATbCS. ITO 3aBUCUT OT pacnpeseneHus
MUrMEHTOB MO K/IETKAM pafyXKu. B kakue-To kneTku nonagaeT 6onblie NUrMeHTa, B
Lpyrue — MeHbLLUe.

YacTo BOKpYr 3payka obpasyeTcs KonbLo, KOTOPOE Mo LBETY OT/IMYAETCA OT OCTalbHOM
pafy>XHOM 060/104KM. ITO KOJbLLO YACTUYHO MM NONHOCTbIO OKPYXKaeT 3payok. Ecnuny
YesI0BeKa eCTb MUIMEHTHbIE KO/bL@ BOKPYr 3payKoB, ero rnasa 4acTo KaxyTcs
HabnoaaTensam 3eNeHbIMU UM OPEXOBLIMU.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn

LOC105370627 rs12896399 G/G
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Tun ywHou cepol

TecT onpepenun y Bac BapuaHT reHa ABCC11, npu KOTOpOM 0BbIYHO CYyXOM TUM
YLWHOM Cepbl.

Cepa 3alMLWAET YIWHOM MPOXOA OT Pa3fapaXeHUM 1 NOBpeXaAeHUIA. Bonpekn Ha3BaHuIO,
cepa Kak XMMUYeCKUI /IEMEHT B YLHOW Cepe NoyTu He NpucyTcTByeT. YiHasa cepa
COCTOUT U3 XXMPHbIX KUCNOT, CMMPTOB U XONeCTepuHa.

Cepy BbIAENAOT KNETKM HAPYXXHOTO YLIHOrO NPOX0Aa, KOTOpble HAaXoAaTCs HenoAaneky
OT YLUHOM pakoBuHbI. YWHas cepa 6bIBaeT ABYX TUMOB — Cyxas v BnaxHas. MNepBas
OCTaeTCs Ha BaTHOM Masioyke B BUAE X/IOMbEB, a BTOpas — 6onee mMarkas, 1 Takmux
XNOMbeB He obpasyer.

Bo BnaxkHoM cepe 6onblue nMnmMaoB 1 Kpacawmx sewects (8o 50 %), B cyxon nx
cogepxaHue Huxke (0o 30 %). B pesynbtaTte TUMbl CEPbl OTIMYAKOTCS eLLe U LBETOM:
BNIAXXHAs cepa 0ObIYHO XeNTo-KOPUYHEeBas, a cyxas — cepoBaras. Kak npasuno, noam
C CYXWMM TUMOM YLUHOM Cepbl MEHbLLE MOTEHOT.

Xutenu OanbHero Boctoka, MoHronmm, Kutas n coceaHmx C HUMM CTPaH, a Takxke
MHAOENLbl B 60/bLIMHCTBE BbIpabaTbiBAKOT YLIHYK CEpy CyXoro TMna, a Xxutenu Esponbl
1 ADpUKN — BNAXHYIO YLWHYO cepy. DTOT PaKT 0O6bACHSET UCTOPUS: NpeaKam
MOHI0JIOMA0B NPUXOAMNOCH BbXKMBATL B XOJIOAHOM K/IMMATE, U TEPATb TENJO0 3a CYET
BbIX04a XMAKOCTU Ha NOBEPXHOCTb Tena ObIN0 HeXenaTenbHo.

BbisiBNIeHHble BapMaHTb

leH BapuaHt Baw renotun

ABCC11 rs17822931 /T
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SESEEEEEREBEEZEEE Lipyrve npushakn 58K

R R R RRRRRRRIRERRER

YposeHb C-peakTnBHOro 6enka

TecTt BbIBUA Y BAac BapuaHTbl B reHax IL6, CRP u HNF1A, koTopble yka3biBatoT
Ha BEPOSATHOCTb MOHMXXEHHOrO ypoBHS C-peakTMBHOro 6enka. [Ang Bac
MOHWXXEHHbIe MOoKa3aTeam MoryT 6biTb HOPMO.

[pw pa3BuTUK BOCNANEHMS, OPraHn3M BblaenseT B N1a3My KpoBuM CrieumanbHble 6enku.
C-peaktuBHbin 6enok (CRP) coctout 13 224 aMUHOKUCAOT U CUHTE3UPYETCS B NEYEHMU
TONbKO KOrAa B OpraHM3Me HaunHaeTcs BocnaneHue. YposeHb C-peaktuBHoOro 6enka
MOBbILIAETCA B TEYEHWE ABYX YAaCOB MOC/e Havyana BOCMaNeHms U COXPaHIeTCa A0 ABYX

CYTOK.

CKOpPOCTb YBEIMYEHNS KOHLLEHTPALLMM 3aBUCUT OT aKTUBHOCTM BOCMANUTENIbHOMO
npouecca u cTeneHn noBpexaeHus TkaHen. Gusmnonornyeckas ponb CRP coctout B
TOM, YTO OH CB$13bIBA€TCS C MOBEPXHOCTbIO OTMUPAIOLLMX KNETOK U HEKOTOPbLIX TUMOB
HakTepuin. ITO CNYXXUT CUTHANIOM AJ19 UMMYHHOM CUCTEMbl — OHa onpefensieT onacHble
LS OpraHn3Ma KNeTKM M 3amnyckaeT NPOLLEeCC UX YHUUTOXEHMUSI.

BbisiBNIeHHble BapuaHTbl

FeH BapuaHT Bauw reHoTMN
HNF1A rs7310409 A/G
- rs3093059 A/A
= rs2097677 G/G
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SEREBEEEEEEEEEERIEELEE Lipyrve mpmzmakm  EEEIBEEEBES
YpoBeHb agMNOHEKTMHA

TecTt BbIgBUA Y Bac BapmaHTbl B reHax ADIPOQ n ARL15, koTopble ykasbiBatoT
Ha BEpPOSITHOCTb BbICOKOrO YPOBHS aAUMMNOHEKTMHA.

KneTku 6enoi XMpoBOM TKaHM — aAUNOLUMTbI — UIPAKOT BAXKHYHO POJib B
3HepreTMyeckoM obMeHe yenoBeka: CO34al0T pe3epBHbIe 3anacbl SHEPTMK, KOTOPbIE
MOTOM MOTYT BbITb MCMO/Ib30BAHbI B HY>XHbIM MOMEHT. AAMNOUUTbI NPOU3BOAAT PASa
H6MoNOrMyeckn akTMBHbIX BELLECTB, HEOOXOAMMBIX A5 NOMYYEHUS SHEPTUM U3 MULLN,
HanpuMep, 6en10K agMnoHEeKTUH. Ero MOXXHO 06HApYXWTb B KPOBU — Yy 340POBbIX
Noaen ero KoHueHTpauma coctasnsieT okono 0,01% ot obuwero konnyectsa 6enka B
nnasme.

BbipaboTKy afiMNOHEKTUHA CTUMYIMPYET FTOPMOH NOAXKENYLOUYHOM XeNesbl MHCYNH.
ALMNOHEKTUH yYacTBYET B PacLLENIEHMMU XKXUPHbIX KMCIOT U PEryASaUMM YPOBHS
FNOKO3bl B KpOBU. OH BbINONHAET HECKO/IbKO 3aLUMTHBIX QYHKLMA: TOPMO3UT
BOCMaNMTENbHbIE NPOLLECCHI, XapaKTepHble AN aTepoCcKiepo3a, NPOTUBOAENCTBYET
HaKOMEHMIO XXMPOB B CTEHKAX apTePU U CHMXKAET pUck 0bpa3oBaHus TpOMOOB,
KOTOpble MOTYT NPUBOAUTbL K MH(DAPKTY MUOKAPAA.

[TOHWXKEHHDBIM YpOBEHb AAMMOHEKTUHA B KPOBM — MOKa3aTesb MeTabonnyeckmx
HapyLEeHWI, HanpuMmep, oxnpeHus. C HapyLIEHNEM CEKPeLMM 3Toro 6esika CBSA3aHO
pa3BUTUE CaxapHOro auabeTa 2 Tmna. YeM Bblle YpOBEHb aAMNOHEKTMHA B KPOBU, TEM
HUXKE PUCK PA3BUTUS STUX 3aD0NEBAHUIA.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTmn
LINCO02043 rs266717 T/C
EIF4A2 rs1426810 A/A
= rs1648707 A/C
ARL15 rs4311394 A/A
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BB RS pyrve mpusHaky  SEEILREKER
[ona ceobogHoro PSA B kKpoBu

Bbl CKNOHHbI K NOBbILLEHHOMY YPOBHIO CBOO6oAHOro PSA B KpoBu. TecT BbiIBU Y
Bac BapuaHTbl B reHe ATF7IP u Ha yyacTke mexay reHammn KLK2 n KLKP1,
KOTOpble onpenenstoT NoBblWeHHbIM YpoBeHb cBO6oaHOro PSA. 310 He
YKa3blBaeT Ha NaToMOMMI0, a TONIbKO 03HAYaeT, YTO MOBbILWEHHbIW YPOBEHb
csobopHoro PSA B kpoBu — Bawa ¢usmonormyeckas Hopma.

[MpocTatnueckuin cneumnduuecknin aHtureH (PSA) — ocobbiin onyxonesbii Mapkep.
OnpepeneHue ypoBHS PSA B CbiIBOpOTKE KPOBM MCMONb3YIOT AN PAHHETO BbISIBNEHUS
paka npeacTatenbHon xenesbl. CNeundUyHOCTb M TOYHOCTb 3TOr0 TeCTa HeAO0CTaTOYHO
BbICOKA$l, TaK KaK ypoBeHb PSA noagepxeH BAMAHUIO pa3HbiX HaKTOPOB.

[MoBbIWEHHbIM YpoBEHb PSA MOXeT yKa3blBaTb HE TOIbKO HA pPakK, HO U Ha
fobpokavecTBeHHble 06pa3oBaHUS UK Hecneunduyeckme BocnanumTesbHble
npoueccol. [1oBbiweHne ypoBHS PSA MoryT npoBOUMPOBaTb MeXaHMYeckme
BO34eMCTBMSA (HanpuMep, MacCax NpeacTaTesibHOM xenesbl). YyeHble pa3pabaTbiBatoT
MeTOAMKM, CNOCOBHbIE MOBLICUTb TOYHOCTb U CNeunMdUYHOCTb 3TOro TecTa.

MpuHsaTO onpenenste Aee Gopmbl PSA — cBO60OAHBIN U CBA3aHHbIN C 6eN1KaMun KpoBY,
KOTOpble B CyMMe COCTaBnstoT 06wmii PSA. YposeHb PSA Bo MHOrom onpeaensieTcs
reHeTM4eCcKMMn GakTopamMm, N0O3TOMY HOPMASbHbIN YPOBEHb aHTUTEHA B KPOBM
pacCyYnTbIBAETCS MHOANBUAYANBHO.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHoTun
ATF7IP rs3213764 G/G
KLKP1 rs1354774 A/G
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[lponcxoxxgeHue

Kaxkabl M3 HaC NpUHAANEXMT K onpeaeneHHon raniorpynne — obwHOCTU Noaen,
NpoucxoasalLmMx oT ogHMX npeakos. Cenyac Hayke M3BECTHO, rAe 3TU ranaorpynmbl
3apOAMANCH U KaK OHM MepeMeLLanmcb No naaHete. MMkpobuonoru gaxke BblYUCAUAN
nocnefnHero obwero npegka Nno MaTePUHCKOM TMHUM BCEX XMBYLLMX HbiHe ntoaen. OHu
Ha3Banu ee MutoxoHapuanoHon Esoit (EBOM — no aHanormm ¢ GUBGNENCKUM CHOXKETOM,
a KMUTOXOHAPUANBHOM» NMOTOMY YTO MO MaTEPUHCKON IMHUK HacenyeTcs
MutoxoHapuansbHag OHK).

B Bawmx reHax 3anoxeHa MHbOpMaLMs O NPUHALNEXHOCTM K ONpeaeneHHoM
rannorpynne. [eHeTM4eckoe ncciefoBaHMe NOKA3bIBAET, FAe XXMM BALIKN NpeaKu
TbICSAYM NET HA3aA, U KakoW NyTb NO NJaHeTe OHWU Npoaenanm.
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Baw I'IOI'IyJ'IFlLI,IAOHHbIVI COCTaB

[lponcxoxxgeHue

Baw nonynsiuMoHHbINM COCTaB

[eHeTUKM He NUCMONb3YHT NOHATUE STHUYECKON U HALMOHANbHON NPUHAANEXHOCTH, HO
roBOpSAT O MONynsuMM — 0BWHOCTM NK0AeN, 4O0Nroe BpeMs NPOXMUBAOLLMX HA OAHOM
TEPPUTOPUMN M YACTUYHO M30JIMPOBAHHbIX OT APYruX. [ANs Kaxaorn M3 Takux Nonynsumin
pacCYMTLIBAKOTCS FEHOTUMbI — NPOdUIM C XapaKTEPHbIMU FreHETUYECKMMU BapUaHTaMMU.
[HK kaxxporo yenoBeka MOXHO CPaBHWUTL C FEHOTMNAMM NONYAALMIA U ONpeaenmnTb
NOMNYASILMOHHbIA COCTAB.
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Baw I'IOI'IyJ'IﬂLI,IAOHHbIVI COCTaB

Baw nonynsuMoHHbIM COCTaB: AeTaun

EBpona 100.00%

CeBepHas EBpona 51.08%
Bencobl 20.76%
Hopsexubl 11.47%
JCTOHLbI 6.95%
LBenb! 5.42%
Caambl 2.78%
Kapensl 2.39%
DUHHbI 1.31%

BocTtouHas EBpona 48.92%
Pycckue 27.15%
benopycel 12.04%
TaTapsl 7.61%
MNonsiku 2.13%
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Baw I'IOI'IyJ'IﬂLI,IAOHHbIVI COCTaB

HeaHgepTtanbCKue reHol

Y Bac BbISBNEHO 258 coBnaaeHui annenen c HeaHaepTaabCKUMU
n3 7560 Bo3MOXHbIX. YTO Ha 4.15% HMXKe cpeaHero 3HavyeHus.

/ 7560

258 SNP

572
B CPEQHEM Cpeam Nosb3oBaTesnei

HeaHpepTanbLbl XWAK Ha TeppUTOpMM COBpeMeHHOM EBponbl M 3anagHomn A3uKM COTHU TbiCSY NeT
Ha3ag. Okono 30 TbiCaY neT Ha3ag HeaHAEepTaNbLEB BbITECHUIM KPOMaHbOHLbI, MPeAKu COBPEMEHHOTO
yenoBeka. YueHble TOYHO He 3HAKT NoapobHOCTEN, HO B MpoLecce Mexay KpOMaHbOHLAMU U
HeaHaepTanbLaMu MPOUCXOANNO0 CMELLeHMe — TakK B reHOMe COBPEMEHHOIO Ye/I0BEKa OKa3anoch
1-4% OHK HeanpepTanbLes.

MHTepecHO, YTO HeaHAepTaNbCKUE FeHbl CTb Y BCEX IHOAEN, KpOME adPUKAHCKOTO HACENEHUS —
CMEeLUEHME NMPOU3OLLIIO YXKE MOC/E TOro, Kak NPeAKU COBPEMEHHOIO YE0BEKA MOKUHYU ADPUKY.
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°.o.*, Teorpadus npeakos

[TponcxoxaeHne No MaTEPUHCKOM NUHUM

EVE MuToxoHapuanbHasg Eea xuna okono 200 000 net Hazad. 3Ta XeHWMHA —
Hanbonee 6AU3KMIA OOLLMI NPeaoOK BCEX HbIHE XUBYLLMX NHOAEN MO XEHCKOW
200 000 neT Ha3ag JIMHMU. DTO HE 03HAYaEeT, YTO OHa Obla NePBON MM €AMHCTBEHHOMN
YXEHLLMHOWM B TO BpeMS, HO MUTOXOHApHanbHble [AHK OT apyrux XeHLWwmH He
COXPaHWUAUCD.

11'2'3'4'5'6 lannorpynna L1'2'3'4'5'6 so3Hukna B Adpuke 140 000 -160 000 net Hazag.

140 000-160 000 net Hazag,

12'3'4'5'6 lannorpynna L2'3'4'5'6 Bo3Hukna B Appmke 130 000-150 000 net Hazag.

130 000-150 000 net Hazan,

12'3'4'6 lannorpynna L2'3'4'6 so3Hukna B Adpuke 100 000-120 000 net Hazaga.

100 000-120 000 neTt Hazan

L3'4'6 lannorpynna L'3'4'6 BosHukna B Adppuke 65 000-77 000 net Hazag.

65 000-77 000 net Hazag,

60 000-70 000 net Hazag,

L34 lannorpynna L'3'4 sBo3Hukna B Adppuke 60 000-70 000 net Ha3ag.

L3 lannorpynna L3 cgopmuposanacb 80 000-104 000 net Hazag Ha
AdprKaHCKOM KOHTMHeHTe. OHa fana Hayano MHOMMM AOYEPHUM
80 000-104 000 neT Hasag, ~ ranjorpynnam, HOCUTEIM KOTOPbIX CErOAHS XXMBYT HA BCEX KOHTUHEHTAX.

Fannorpynna N nossunacs okono 70 000 net Hasan B Adpuke nnu B KOxHOM
A3nn. Hanbonee pacnpoctpaHeHa B MiHamu, dnoHun, ABcTpanuu, Ha
70 000 ner Ha3zag BamxHem Boctoke u B Adpuke.

H

Fannorpynna R nossunack 50 000-80 000 neT Ha3ap Ha TeppuUTOpUK
HOxxHoM A3nn. Hambonee yacto Bctpeyaetcs B A3un n OkeaHum.

50 000-80 000 net Ha3an,

23 000-54 000 net Ha3apg,

lannorpynna HY Bo3Hukna nopsaka 30 000 net Ha3ag, B [MepepHeit Asuu.,
OHa BcTpeyvaeTcs Ha bamxHeM BoCTOke M B BOCTOUYHO-EBPONENCKMX
30 000 net Hazan nonynaumax (pycckue, 6enopycel, yKpauHLbl, MOASKKU, YEXU U CTIOBAKM).

Ipynna RO noseunace 23 000-54 000 net Hazaz. Hocutenm rannorpynnbl
CKOHLLEHTPUPOBAHbI NPEUMyLLECTBEHHO Ha APaBMIMCKOM NONYOCTPOBE.
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H4alala

20 000-25 000 net Hazapg,

5.0 5.6 0.5 05 0.6 08 68 88 668688 8888 8
0Tt e Tttt e e Tttt et e % %%t Teorpadins npesikoB

lannorpynna H cgopmuposanace 20 000-25 000 neT Ha3ag Ha TeppuTOpUU

HOro-3anagHon Asnn. OcobeHHO pacnpocTpaHeHa Ha eBPOMNENCKON
TeppuUTOpUM.
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[TponcxoxaeHme no OTLLOBCKOM IMHUM

ADAM Y-xpomocoMHbIn Agam xun okono 200 000-300 000 net Hazag. 1ot

MYyX4YMHa — Hanbonee 6An3KMIN O06LWMIA NPeaOK BCEX HbIHE XMBYLLMX NOAEW

200 000-300 000 neT Hasas MO MYXXCKOW JIMHWMK. ITO HE 03HAYaeT, YTO OH Obl1 NEPBLIM UK
€0MHCTBEHHbBIM MYXUYMHOM B TO BPEMS, HO Y-XPOMOCOMbI OT APYrUX MYXKYUH
He COXPaHMUUCH.

Fannorpynna Al Bo3Hukna Ha Tepputopun Adpukm okono 142 000 net
Ha3afd. OTO OYeHb peAKas ranaorpynna; ceroaHs U3BecTHoO Bcero 32
142 000 net Hazapn, HOoCcUTEenA4.
Fannorpynna BT o6oco6unack ot npeakosoi 70 000-80 000 net Hasag.
Cpenu coBpeEMEHHOr0O HaceneHus B YACTOM BUAE He BCTpeYaeTcs.

70 000-80 000 net Ha3apg,

Fannorpynna CT — obuwias npeakoBas rpynna no OTLOBCKOW JIMHWUM AJis
CT N

60NbLUMHCTBA COBpEMEHHbIX Ntogei. OHa nosieunack okono 68 500-70 000
68 500-70 000 net Ha3an NeT Hazapg Ha Tepputopumn BoctouHon Adpumku.

lannorpynna CF obpasosanock 70 000-75 000 net Hazaa. OovuepHue
rannorpynnbl C pacnpoctpaHeHbl B A3uu, a rannorpynna F un ee cybknagpl —
70 000-75 000 net Ha3an, no BCceMy mMupy.

'
-

lannorpynna F nogesunace 39 000-56 000 net Ha3apg Ha toro-3anage Asuun. B
HacTosLlee BpeEMS B YNCTOM BMAE OHA BCTpeyaeTcs peako. lannorpynna F

39 000-56 000 net Hazan CTana NnpeakoBOM AN ranaorpynn, K KOTopbiM npuHagnexut 90%
COBPEMEHHOI0 MYXXCKOTO HaceneHus.

I

GHIJK lannorpynna GHIJK nossunace okono 49 000-59 000 net Hazag,
npeanonoXxuTenbHo B A3un. [pakTMyeckn Bce COBPEMEHHOE MYXCKOe
49 000-59 000 et Hasaa HaceneHue obnagaet ogHOM U3 goyepHux rannorpynn ot GHIJK.

HIJK BeposTHo, rannorpynna HIJK o6pasosanace okono 50 000 net Hazag.
bonbLwas yactb My>KCKOW NOIOBUHbI HAaCeNEHUS NIaHEThl SBNSETCS
50 000-60 000 net Hazaa HocuTenem ofHoM u3 goyepHux rannorpynn HIUK.

K lannorpynna IJK — ocHoBHas BeTBb rannorpynnsl HIJK, koTopas pa3gensetcs

Ha BeTBM IJ n K. doyepHue rannorpynnsl |, J n K pacnpoctpaHeHsl cpeam

49 000-59 000 net Hasag COBpPEMEHHOro HaceneHust 3anagHoin Espasuun, CeBepHoi AQpuku,
CeBepHoi u HOxxHoW AMepuku n ABcTpanuu.

| B coBpemMeHHOM Mupe rannorpynna |J n3sectHa TonbKO NO NpeacTaBUTENSIM

eé pouepHux rpynn | nJ. Ux nOTOMKM COCTaBASIKOT 3HAYMTENbHYIO L0

44 000 net Hazaz COBpEMEeHHOro HaceneHus 3anagHon Espasun, CesepHoit Adpuku, 0benx
Amepuk 1 ABCTpanuu.

|

12ala2b lannorpynna | nossmnace okono 20 000 net Ha3ap B EBpone. Hanbonee

4acTo OHa BCTpeyaeTcs B cTpaHax CkaHauHasuu. Fannorpynna

20 000-25 000 neT Hasag, pacnpocTpaHunace no EBpone B npouecce MUrpaunii opeBHerepMaHcKnx
NAEMEH.
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