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AKTyanbHoO0 Npob6emMoro Cy4acHOro akyllepcTsa Ta
riHekonorii € NopyLeHHA PenpoayKTUBHOrO 340POB'A
XIHOK 3 rinepaHgporeHHUM ancbanaHcom. CUHAPOM
rinepaHgporeHii (TA) ctaHOBWTb CO6010 AOCUTb BENUKY
rpyny eHOOKPUHHUX 3aXBOPKBaHb, AKI BUHMKAOTb AK
pe3ynbTaT Pi3HOMaHITHUX NaTOreHETUYHNX MEXaHI3MIB
Ta 06'€eAHYIOTbCA 33 MPUHLMMNOM MNOAIGHOI KNiHiYHOT
CMMMATOMATUKN  BMMBY YOJIOBIYNX CTepoIifiB  Ha
XKIHOUMI OPraHi3Mm, WO NPU3BOANTb A0 3HUKEHHA 10ro
demiHi3yloumx o3HaK i MopylleHHA penpoayKTUBHOI
byHKUii [1, 4]. TinepaHaporeHito Ha CbOrofHi BBaX<atoTb
He TiNbKM MeAMYHOl, a 1 couianbHol npobnemoto.
YacToTa rinepaHOpOreHHNX CTaHiB y CTPYKTYpi BCiX
riHekonoriyHMx 3axBoptoBaHb cknagae 1,3-4%[1].

[loHVHi Hemae eamHoi Knacudikauii TA. binbwicTb
AoCniaHNKIB BUAINATb ABi OCHOBHI il dopmun [1]:

- NYXAVNHH3;

- HenyxnuHHa, abo ¢yHKLUioHanbHa (3ymoBreHa
NigBULLEHHAM NepudepnYHOT aHAPOreHHOT aKTUBHOCTI
Ta MoOpyLleHHAM cTaTeBoro AndepeHUiloBaHH:A), AKY
3a/1eXHO Bif reHesy nofinAwTb Ha:

- AEYHVKOBY;

- HAAHVPKOBY;

- 3MiLaHy.

Kpim Toro, TA noginatoTb Ha:

- icTHHY (nabopaTopHO NiATBEPOKEHY);

- peuenTopHY, 3a AKOI KNiHIYHI CUMNTOMK NOB'A3aHI
3 NigBALWEHOK YYTAMBICTIO TKaHWH-MileHen [o
AHOPOreHIB;

- TpaHCnopTHy, fAKa QOpPMyeTbCA  BHACNIJOK
nopyLleHHs 3B'A3yBaHHA TecTocTepoHy (T) 3 Ginkamu
KPOBi i, AK HacNigoK, NiABWLIEHHA BMICTY BiflbHOIO
rOPMOHY.
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OapianbHa (A€eyHmkoBa) A - cTaH, 3a AKOro
OXepenom  HapgNMWKy aHOPOreHiB €  AEYHUKW.
3MiHM B A€YHMKaX, AKI NpM3BOAATb OO AOMiHYBaHHA
aHpporeHiB, MOXXyTb OyTW MOB'A3aHMMU 3 NyXJIMHAMU
(aHppoOreH-NpoAyKyoUi NYX/IMHW AEYHUKIB), @ TaKOXK
HenyxnuHHUMKU dopmamu oBapianbHoi TA (cuHgpom
nonikicto3Hux aevnukis — CMKA). Ha cborogHi Bigomo,
wo B etionorii i natoreHesi CI[KA Benuky ponb
Bigirpae reHetTnyHa cxunbHicTb [2-5]. CnagkoBui
XapakTep BWHUKHEHHA AaHol NaTonorii NiaTBepaXKye
HaABHICTb  MEHCTpPyasllbHUX Ta  PenpoOAyKTUBHUX
po3nafiB y cectep Ta MaTtepiB nauieHTok i3 CIMKA.
Ha paHuii MOMeHT npoBefeHo 6e3niy focnigXeHb 3
MOLUYKY reHEeTUYHMX MEXaHi3MIB, L0 fieXkaTb B OCHOBI
rinepaHgporeHii i MeTaboniuHux nopyweHb npu CMNKA.
barato po0iT NprcBAYEHi BUBYEHHIO FeHiB-KaHAWAATIB,
BiAMOBIAANbHUX 3@ PO3BUTOK CUMMTOMOKOMIIEKCY
CMKA, wo 6a3ylTbcA Ha iCHyHUMX Teopiax Woro
naToreHesy.

Ha cborogHi Bigkputo noHag 1000 reHiB-kaHAMAATIB,
AKi BM3HAualTb CMHTe3 65M3bko 500 crneuyundivHmx
6inkiB, BignoBiganbHWX 3a BapiabenoHi npossu CIKA
(6].

Brnve nonimop@iamis NeBHUX reHiB i CUHTE30BaHMX
HUMKM  OINKOBUX MNPOAYKTIB Ha KMiHIYHI NposABu
rinepaHgporeHii npu CIMKA (ogHoro 3 KpuTtepiis
fiarHoctukn npn ¢eHoTtmnax A, B i C) BuABneHo npu
myTauiax y reHax CYP11A (reH pepmeHTY BigLenneHHs
OiyHoro naHutora P450scc), CYP21A2 i AR (reH
peuenTopa aHAporeHis). leTepo3nroTHi MyTauii B
reHi CYP21A2 npu3BogATb OO MOPYLUIEHHA CUHTe3y
i pedbiunty depmeHTy 21-rinpokcunasm (P450c21),
WO Bifirpa€ BenvKy pPoOJfib B PO3BUTKY BPOOMKEHOI
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AnchyHKLUITKOpY HAOHNPKOBMX 33103 i rinepaHaporeHii
HaHNPKOBO-3a/103HOTO reHesy [7].

feH CYP11A nimiTye WBMAKICTb peakuil yTBOPEHHA
CTepoIfiB y AE€YHMKAX i HaOHUPKOBUX 3anosax. byno
noBefeHo, Wwo nocuneHHa aktuBHocTi CYPT1A nexnTb
B OCHOBI NiABMLWEeHOT NPOAYKLiT aHAPOreHiB.

Bip3HaueHo STR-nonimopdism (shot tandem repeat)
(tttta) y npOMOTOPHIN AiNAHLI faHOTO reHa, AOBri aneni
AKOro 3 YMC/IoM NOBTOPIB Giflblie 16 pPo3rnNsaaaTbCa
AK PpaKTop, Wo 06YMOBIIOE PO3BUTOK FinepaHaporeHii
HafHMPKOBO-3a/I03HON0  Ta AEYHUKOBOTO reHesy.
HaHnin nonimopdiam acouiloeTbC 3 MiABULLEHHAM
pu3unKy po3suTtky CIMKA [8].

Ha ocHosi pocnigxeHHa T. Hickey i cnisaBT. [9]
BMBYEHO BMIMB nonimopdismy reHa peuentopa
aHpporeHiB AR. BuasneHo, Wo KOPOTKi aneni 3 Ynciom
nosTopie MeHwe 22 VNTR (variable number tandem
repeat) (CAG) AR nos'AsaHi 3 akTuBaLi€o peuenTopa,
a HaABHICTb BENMKOro u4ucna nosTopiB (>22) — 3
iHakTUBaUi€lo reHa. Takum uymHom, nonimopdism AR
MO>Ke MPU3BOANTY L0 3MiIHM Yy TANBOCTI NnepndepuyHmx
TKaHWH fo aHgporeHis [10]. Ha cborogHi nonimop¢iam
AR BBa)Ka€TbCs He CAMOCTINHMM, a NnLLe AOAaTKOBUM

NPeauKTOPOM  PU3NKY FinepaHApPOoreHil, OCKiNbKK
BiACYTHI [OOCTOBIpHi AaHi i301bOBaHOro  BMJIMBY
nonimopdiamy reHa peuentopa aHOPOreHiB Ha

dopmyBaHHA gepmaTonartii y xsopux CIMKA.

3a pesynbraTamu MixHapogHoro npoekTty HapMap
(2002) cTBOpEHO  KaTanor  OAHOHYKNEeOTUAHUX
nonimop®iamis reHoMa nOANHN i po3pobneHo meTon
NOBHOreHOMHOTO NoLyKy acouiadin (GWAS - genome-
wide association studies). OcTaHHili noB'A3aHUN 3
JOCNigMXeHHAM acouialin Mi>k reHOMHMMW BapiaHTaMu
i peHOTMNOBMMM O3HaAKaMK, WO AO3BONUNIO BUABUTK
BEINKY KifIbKiCTb NOKYCiB, AKi BU3HayalTb NofAiMop-
bHUI xapaktep cnagkoBocTi npu CIMKA. Ha paHui
MOMEHT MpoBedeHO [Ba BENMKUX MOBHOrE€HOMHMX
nowyku acouiauin (GWAS) npegukrtopis CINKA.

3a pgaHumun onyb6nikosaHoro B 2011 p. nepworo
pocnigkeHHa (GWAS-1), ZJ. Chen i cniBaBT,
npoaHanisyBaBlUM BeNUKWIA CMeKTP reHiB, BKasylTb
Ha HaABHICTb TPbOX HOBMX JIOKYCiB CXWIbHOCTI A0
3axBoploBaHHA (2p16.3, 2p21 i 9933.3) [11]. Jlokyc
2p16.3 nos’asaHum 3 reHamm GTF2A1TL i LHCGR. leH
GTF2A1L € cneundiuHm ansa KNiTWUH roHag i Hagani
BM3Hayae Mopdonoritlo AEUYOK; eKcrnpecia aHOManbHO
3MiHEHOTrO reHa Moxe OyTM npuumMHol Ge3nnigas.
leH LHCCR kopye 6inok-peuentop G ntoTeiHizytouoro
ropmoHy (JIT) i xopioHiyHoro roHagotponiHy (XI1).
B AeuHmkax LHCGR ekcnipecyeTbca B  KhiTUHax
rpaHynbo3n Ha GinbLL Ni3HiIX CTagifAx NPeoBYNATOPHMX
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donikynis. Cnig 3a3HaunTy, Wwo iHgykuia LHCGR nig vac
andepeHuioBaHHA KNiTUH rpaHynbo3u 3abesneuye
BiANOBIAb MpeoBynATOPHUX donikynis Ha sukug JII
nocepen MeHCTPYanbHOro LMKy, WO Npu3BOAnUTb A0
OBYyNAUil 3pinoro oouuTy. IHaKTMBYlOUi MyTauii reHa
LHCGR obymosniotoTb nigBuleHy KoHueHTpauito JIT
y cupoBaTui KpoBi, 30inblleHHA PO3MipiB AEYHMKIB,
ofniroMeHopeto, a TakoX pe3ncTeHTHicTb go JII abo
X[ i 6e3nnipaA. AKTUBYIOUI »K MyTauii JaHOro reHa
Np13BOAATb TiNIbKM 0 PO3BUTKY rinepaHgporeHii [12].

feH DENNDTA, po3TalWoBaHU Ha XpPOMOCOMiI
9qg33.3, kogye pOomeH 6inka, AKMA 3B'A3YeTbCA 3
amiHonenTtupalow-1 EMNP  knitTmH AK  HeratuBHUNA
perynatop. Takum YMHOM, BifOyBaeTbCA perynboBaHui
eK30UMTO3 y KNiTUHax rinodisy, 1o obyMoBnoe cekpe-
Lit0o FOHafOTPOMHNX FOPMOHIB. [TopyLlueHHA perynauii
amiHonenTuaa3n-1 i BHACNiAOK LUbOro il NiaBULLEHWIA
BMICT Yy CMpOBaTUi KpoBi OOGYMOBMIOWTb PO3BUTOK
ClMKA, wo cynpoBoaXyeTbca NoABO MeTaboniyHoro
cnHgpomy [13]. DENND1A ekcnpecyeTbca B KNiTUHaX
TeKM AEYHUKIB | CNPUYNHIOE PO3BUTOK FinepaHaporeHil
Ta HeperynapHnxX MeHcTpyawin.

Mpun deHoTMnax A, B i C nowmpeHictb meTaboniyHoro
CMHAPOMY 3HaYyHO BULLe, HIXK NpU YeTBEpTOMY
beHotvni  [14].  Akwo  pgocnigKyeatu  NpPoOABU
MeTaboniyHOro CMHAPOMY AK CynyTHbOI NaTONOrii NpK
CIMKA, moxHa BuginuTn reHn depmeHTiB, Wo 6epyTb
yyacTb B NpoAykuii i meTaboniami iHCyniHy, a Takox
BYrneBofHoMy OOMiHi. 3a JaHuMK niTepaTypw, icHye
MiHi-caTeniTHU nonimopdiam reHa iHcyniHy VNTR
INS, aneni Ill knacy Akoro nos’A3aHi 3 MigBULLEHO
CeKpeLi€lo iHCYniHY B 3B'A3KY 3 MOCUJIEHOI0 eKCNpecien
reHa, a romo3umrotHun BapiaHT /Il nos’Aa3aHun 3
rinepiHcyniHeMi€lo Ta iHCYNIIHOPEe3MNCTEHTHICTIO Y XKIHOK
i3 CrKA [10]. Mpwn ubomy HocincTso anenen knacy lll
nos’A3aHe 3 abAOMiHaNIbHUM OXKMPIHHAM | NPU3BOANTD
[10 pO3BUTKY LlyKpoBoro giabety (L) 2 Tmny.

leH PPARy2 ekcnpecyeTbCA B MUPOBIA TKaHWUHI
i perynioe andepeHUilOBaHHA aguMnouunTiB i reHHy
eKcrnpecito B HMX. Kpim TOro, reH ekcnpecyetbca i B
B-kniTMHax nigwnyHKoBOi 3an103u.

Monimopdiam Pro12Ala nos'A3aHWii 3  PU3MKOM
PO3BUTKY OXMPIHHA | MOXe MOoAynBaTh YyTNUBICTb
[0 roKo3n 1 iHcyniny B oci6 i3 CMKA [13]. Mpuuomy
3 PO3NOAiNY YacTOT BapiaHTiB fAHOro reHa naui€HTKu
i3 CIMNKA 3 HOpManbHOK Macow Tina iCTOTHO He
BiflPi3HAIOTbCA BiJ 300POBUX XKiHOK.

Y pe3ynbTraTi npoBeAeHOro BeNIMKOro EBponencbkoro
pocnipxkeHHa GWAS25 6yno nokasaHo, Wwo nokyc 2p21
reHaTHADA, 3ragyBaHU BULLE, € MAPKEPOM CXUSTbHOCTI
go UO 2 tuny i BM3Hayae PO3BUTOK TaKMX MPOABIB
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MeTaboniuHOro CMHAPOMY, AK IHCYNIHOPE3NCTEHTHICTb
i 3HWKeHHA TonepaHTHOCTi Ao rnwko3m [15]. Ha
nigctasi otpumaHmx paHux GWAS-1 i npoBegeHHsA
HOBUX KNiHIYHKX aHani3iB y Xxofi Apyroro AOChigXeHHsA
(GWAS-2) B 2012 p. Ha popjayy OO NiaATBepOKEHUX
paHiwe Tpbox nokycis Y. Shi i cnisasT. 6yno sussneHo 8
HOBWX NOKYCiB, NoB'A3aHuX i3 CMNKA: 9q22.32, 11922.1,
12q13.2, 12q14.3, 16q12.1, 19p13.3, 20q13.2, i gpyrun
JoJaTKoBUIM npeanktop Ha 2p16.3 (reH FSHR) [16].
lNoka3aHO, WO reHeTWYHi BapiaHTX, PO3TAlIOBaHi B
MeXaX iHTPOHIB abo No6nM3y reHi., LWo 6epyTb yyacTb
y peanisauii roHagoTponHux ropmoHis (LHCGR i FSHR -
BM3HAYaloTb BignoBiab AeuHuKiB Ha aito OCI), 3aaisHi B
nepepavicurHanisiHcyniHy (INSR)Ta po3sutky C1 2 Tuny
(THADA i HMGAZ2), KOHTpOJli 3pocCTaHHsA i nponidpepadii
donikynis (YAP1 i SUMO1P1), dakTopiB apXiTeKTOHIKY,
HeobOXigHUX ANA pemofentoBaHHA XpomaTtuHy (TOX3),
a TakKoX y finAHKax reHomy, nos’asaHux i3 CO 1 tuny
(RAB5B, SUOX i ERBB3). [aHi reHu BBakaloTbcA
HanbinblW NMOBIPHUMU KaHAuAaTamu po3suTky CIKA
3 MeTaboniyHUM cMHAPOMOM abo 3a MOro BifCYTHOCTI.

3a JaHMMK OCTaHHIX AOCNiOAXeHb, reH, NoB’a3aHunmn
3 oXUpiHHAM (FTO), BU3HAYa€e PO3BUTOK OXKMPIHHA B
AnTAYOMY | JopocCiomy BiLi B 0Ci6 eBponeoigHOI pacu
[17,18]. OCKiNbKM O>XKMPIiHHA YaCTO € CYMYTHIM MPOABOM
CIKA, ue BKa3sye Ha MOXNMBICTb CMifIbHOI FeHETUYHOI
CXVNBbHOCTI A0 060X 3axBoptoBaHb. OfHAK XapakTep
B3aemMO3B'A3Ky MiXX FTO i cuHapomom 3anuiaeTbcA
He3'AACoBaHNM, OCKinbku d¢eHoTunHi nposisun ClKA
YacTo MAYTalTb i3 3BUYAMHMM 36iNblUEHHAM iHOEKCY
mMacu Tina (IMT) (T06To y BMNagKax MOXMBOFO
noninweHHa penpogyktusHux deHotunis CMNKA nicna
3HWKEHHA Macu Tina [20]). S. Tan i cniBaBT.,, a TakoX
|. Kowalska i cnigaBT. [21] BKa3yTb, WO cepenHiin
NOKa3HUK 3pocTaHHA |IMT, nos'A3aHMN 3 HaABHICTIO
anenenn FTO, y nauieHTok i3 CIMKA 6Ginbwe, HixX Yy
300POBUX XKIHOK.

Attaoua i cniBaBT. Big3HauvatoTb KopenAuito mixk FTO
i JaHUM 3axBOPIOBAHHAM, ane TiIbKW Y MaLi€eHTOK
3 MeTaboniyHMM CUHOPOMOM, fAKi CTpaXdalTb Ha
OXMPiHHA [22]. IMOBIPHO, MOXNINBI MPOABY HAABHOCTI
anenen [aHOro reHa OOMeXyTbCA MeTaboniuyHMMK
3miHamn npu CIMKA. BHacnigok uboro npegukropwu,
wo Bm3HavatoTb IMT i € pakTOpamn pusnKy pPo3BUTKY
OXWUPIHHA, TaKOXK MOKYTb BBaXKaTUCA WMOBIPHUMM
kaHgugatamn ana CIKA. CyuacHi Teopii natoreHesy
CIMKA ponoBHeHi He TiNbKK A0CNIAXEHHAMN FrEHOMIKM,
a N uyncneHHMMU poboTamm B ranysi MPOTEOMIKM.
B pesynbtati nposegeHoro Guo Dai i Guangxiu Lu
OOCNiMKEeHHA BMICTY pisHMX 6inkiB y donikynsapHin
piaviHi 6yno BMABMEHO, WO iCHYIOTb BIAMIHHOCTI MiX
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ekcnipecieto 32 6inkis y xiHok i3 CIMKA i y 3q0poBux
KIHOK 3 HaABHICTIO rinepcTumynaAuil A€YHUKIB. byno
BCTAHOBNEHO, WO 20 3 HMX MOB'A3aHi 3 KNITUHHUM
meTaboniamomM i ¢isionoriyuHumm npouecamn. [pu
CMKA 13 i3 umx 6inkiB akTMBOBaHi B QGONiKynApHin
PigvHI, B TOM Yac AK 7 — iHaKTXBOBaHiI. [0 akTMBOBaHMX
6inKiB Hanexatb al-aHTUTPUMNCKH, anosinonpoTeiH
A-l i TpaHcdepuH. Kpim TOro, aHanis mnokasas, LO
npu CIMKA 3HayHO 3HWKeHi KoHueHTpauil MPHK
CEPUHOBOI ManbMiToTpaHchepasn-2, CepuH/TPEOHIH-
NPOTEIHKIHA3W, KiHa3M YONOBIUMX CTAaTEBUX KAITUH i
npoTeiH-2-mogynatopa asTodarii ywkogxkeHnx OHK.
leHn, wWwo KopywTb CUMHTE3 AaHuX OinKiB, MOXYTb
CyryBaTu KaHaugatamm B 6iomapkepu ana po3poobku
DiarHOCTUYHMX TeCTiB i TepaneBTUUYHUX METOAUK Mpu
CrKA.

IcHye 6arato po6iT, CNPsAMOBaHMX Ha MOLWYK
6ionoriyHmMx cybcTaHUii, Ha MigcTaBi AKUX MOXMBO
CNPOrHO3yBaTV PO3BUTOK TUX YW iHWWKX eHOoTUNIB
CrNKA. bynu 3HanpeHi acouiauii MiXX KOMMNOHeHTamu
CUTHANIbHOMO  LWAAXY TPaHCPOPMYIOUOro POCTOBOFO
daktopa-f (TGF-B) i nposasamu deHoTUnis 3
MeTaboniYHUM CMHBPOMOM. Bix OCHOBI NeXXUTb BKaziBka
Ha ponb TGF-f y TKaHWHHOMY gAudepeHLioBaHHI,
rOPMOHaNbHIN  perynauii, KniTuHHI nponidepadii,
iIMyHHIn cuctemi i HopManbHOMY QyHKLiOHYBaHHi
M'A30BOI, XKMPOBOI TKaHWH, @ TAKOX TKaHNHW AEYHVIKIB.

Mapkepom pO3BUTKY iHCYNiIHOPE3UCTEHTHOCTI MOXe
cnyrysatu nonimopdiam reHa cybctpaTy peuentopa
iHcyniHy-1 (reH IRS1), wo € megiaTopom nepepaui
CUrHaniB iHCyniHy AK 6inka, AKWMIN 3B'A3y€E iHCYNIHOBUI
peuenTop i BHYTPILWHbOKAITUHHI CUTHANbHI MOMIEKYNN.
Ha ocHosi nposepeHoro A. loannidis i cnisaBT. meTa-
aHanisy 6yno BuaBneHo, wo anenb Gly972Arg €
daktopom pusmky pna CIKA, onocepepnkoBaHoro
NiABULLEHHAM PiBHA iHCYNiHY HaTwe [23].

P. Christopoulos i cniBaBT. nosigomnAwTb Npo
3B'A30K nonimopdismy reHa TCF7L2 i CMKA [24].
TpaHnckpunuinHum ¢aktop TCF7L2 mae BupiwanbHe
3HaueHHA B npoueci embpioreHesy i KRITUHHIN
nponidepadii, y ToMy 4ncni po3BUTKY MifLLTYHKOBOI
3an03u i ocTpiBuiB JlaHrepraHca.

S. Tan i cniBaBT. BMABMAKX acouUiauilo OAaHOro reHa
TiIbKM 3 MOKa3HMKaMW OXMUPIHHA (Maca Tina, IMT,
o6gig Tanii) [20]. barato aBTOpiB JOTPUMYIOTHCA
OYMKU, WO pi3Hi BapiaHTV JaHOro reHa obyMOBNIOTb
CXUNbHICTb A0 GOPMYBaHHA pi3HMX ¢eHoTunis [25].
3okpema, npu aHanisi 58 SNP TCF7L2 3a HaABHOCTI
nonimopdiamy rs4506565 icHye Benvka MMOBIPHICTb
PO3BUTKY MOPYLUEHHA TONEPaHTHOCTI 4O MOKO3N AK
ofHOro 3 nponABiB mMeTaboniyHoro cuHapomy. OpHak
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BiACYTHI B3aEMO3B'A30K MixX npeactaBneHnmMu SNP i
CTaHOBNEHHAM CMiBBIAHOLWEHHA NPOIHCYNIH/IHCYNIH Y
XKIHOK 3 Hopmornikemieto npu CIMKA.

OcTaHHi pocnigXeHHA B PIi3HUX ETHIYHMX rpynax
gosofAatb nepepbavysaHy ponb reHa CAPN10 y
po3suTky CMKA.len CAPN10 kogye 6inok kanbnaiHy-10,
AKUN € LMCTEIHOBO NpOTeasolo, i Hece B cObi NIOKYC
cxunbHocTi go LU 2 Tuny, Bigirpaioum Baxnney posb y
cekpelii i epekTax gil iHCyniHy.

A. Gonzalez i cniBaBT. yneple MOBIZOMAAIOTL
npo ictotHui 3B'A30K Mi>k CAPN10 i ¢peHOTUNHUMM
xapaktepuctnkamm CINKA (B TomMy uwucni rinep-
xonecTtepuHemiero i ripcytnamom) [26]. OcobnusicTio
nonimopdiamy reHa UCSNP-4 kanbnaiHy-10 € 1ioro
acouiauia 3 nigBULEHVM piBHEM aHAPOCTEHOIOHY i
17-rippoKkcunporectepory npu ¢eHotmni A. Baxnmeo
Te, Wo nonimopdiam faHOro reHa MoXe 6y T YNHHUKOM
PO3BUTKY CepLieBO-CYANHHMX 3aXBOPIOBAHb Y XiHOK i3
CMKA npn gaHomy peHotuni [27].

MigcymoBytoun BulLeBMKNaJEeHe, BapTO 3a3HauuTy,
WO 3HUXKEHHA PiBHA CUPOBATKOBMX [N0OYNiHIB,
AKi 3B’A3yl0Tb cTaTeBi ropmoHu (SHBG), Bm3Hauae
niasmweHnn pusmk po3snutky CIMKA y XiHOK, a TakoxK
iHCyniHope3ncTeHTHICTb Ta U 2 Tuny [28, 29].

Y pocnigxkeHHax N. Xita i cniBasT. [30] noka3aHo
acouiauito M nonimop¢diaMom BENMKOro uucna
nostopis anenie (TAAAA)n (>8 nostopiB) i CIIKA,
npoTte Ui AaHi A0Ci € HeOoAHO3HAaYHUMKU. IMOBIpPHO,
SHBG BnnuBae Ha ¢peHoTmn CMNKA nobiyHUM wnsxom
yepes 3MiHy piBHA 6IOAOCTYNHVX aHOPOrEHIB Y TKaHAX
MiLLeHAX.

[cToTHUM pgnAa  po3ymiHHA natoreHesy CIIKA €
BM3HaueHHA ekcnipecii ¢ibpuniny-3 (reH FBN3), wo
NOKani3yeTbCA BMKMIOYHO B NepuUPonikynapHii ctpomi
Ha cTagii TpaHcdopmaLii npumopaianbHoro donikyna B
nepsuHHKIA. Mpu CMNKA KinbkicTb nepexigHux onikynis
y A€YHMKaxX 3HAaYHO MeEHLUa MOPIBHAHO 3 HOPMOIO, B
pe3ynbTaTi Uoro 3HaueHHA GibpuniHy-3 y UMx TKaHMHaxX
Huxue [31]. Kpim TOro, HepaBHe pocnigkeHHA N.
HatzirodosicnisaBT. noka3ano, wo FBN3 ekcripecyeTbca
B CTPOMi AEYHMKIB nioda B NeploMy TPUMeCTPI
BariTHOCTI, Konu Big6yBaeTbca dopmyBaHHA Gonikynis
[32]. IcHye pymKa, wo ¢ibpuniH-3 peanisye ceoto fito B
nepiof BHYTPILUHbOYTPOOHOIo PO3BUTKY i BMIMBAE Ha
cxunbHicTb go CIMKA. Takum 4mMHOM, RigTPUMYIOTbCA
paHille BUCYHYTI rinoTe3n Npo eM6pioHanbHy nprupoay
3axBoptoBaHHA [33]. N. Raja-Khan i cnisaBT. ynepuue
gosenu Bnaume nonimopdismy FBN3 Ha curHanbHi
monekynu TGF-3 [33].

HewopaBHi reHeTUYHiI JOCNigKeHHA CrnkA
NOKasyloTb, WO ICHYE 3B'A30K MiX MONiKiCTO3HOW
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MOPONOriel0 AEYHMKIB | eKCnpecielo NeBHUX reHIB Y
nauieHToK. Tak, ekcnpecisa ZP4 (zona pellucida 4 gene),
L0 KOAYE MiKONPOTeIH eKCTpaLentiofIAPHOIro MaTpUKCy
oOoLMTIB, HalbiNblWl BMCOKA B KIHOK 3 ¢deHOoTMNoM
C (oBynatopHun CINKA 3 perynapHUM UMKNIOM) Ta
BM3Hayae QOpMYyBaHHA BeNMKOI KinbKoCTi  3pinux
donikynis. Y yacTMHM navuieHTOK Npu MyTaLii B LboMy
reHi BM3HauyalTb XPOHiIYHY aHOBYnsUito i 6e3nnigas
[31].

BUCHOBOK

TakMM YMHOM, iCHY€E B3aEMO3B'A30K MiX PO3BUTKOM
i BUpPAXKeHICTIO KNiHIYHMX Ta 6GioXiMiYHMX nposABiB
rinepaHAporeHii, a TakoX NOPYLEHHAM BYI1€BOAHOIO
O6MiHY Ta pPO3BUTKOM MeTaboNiYHOIO CUHAPOMY
npu CMNKA i HasABHICTIO reHeTMYHUX noniMopdiamis
reHiB-kaHamngatis 'y paHux xsopux. [ocnigxeHHA
ocobnusocTten CMKA B nignitkoBomy BiLi, B TOMY ynchi
MOJIeKYNIAPHO-TeHeTMYHe TecTyBaHHA (0cobnvBo vy
MaLUi€EHTOK, LLO MAlOTb OOTAXKEHUN CIMENHUIA aHaMHe3
wopo CIKA), po3Bonae BMKOPUCTOBYBATM WMOro AK
METO[, CKPUHIHTY paKTopiB, WO Hagdani cnpuatuMyTb
PO3BUTKY NOPYLUEHb PENPOAYKTUBHOIO 340POB'A.
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PE3IOME

FeHeTNYHi YNHHNKN PO3BUTKY OBapianbHOI
rinepaHgporeHii y »iHOK
J1.M. CemeHiok, M.E. fipoybkuli

B ornagi HaBegeHO aHani3 niTepaTypHUX gaHnX Npo
Knacudikauilo rinepaHApPOreHHNX 3axBOPIOBaHb Y
XIHOK, reHeTUYHi GaKTopu CXUNIbHOCTI 0 GOpPMYBaHHA
pi3Hux ¢peHotmnis CIMNKA i meTtaboniuHoro cuHgpomy
Yy UMX XBOPUX, 1X BMJIMB Ha CTaTeBy MpPUHAaNEeKHICTb,
CTaHOBMIEHHA MEeHCTpYyasbHOI i peanisauito penpo-
OYKTUBHOT GYHKLT aHOrO KOHTUHIEHTY MaLlieHTIB.

KniouoBi cnoBa: rinepaHgporeHia, meTtabosniuHui
CMHAPOM, FreHN CXUIbHOCTI.

Jlama Haoxo0xeHHsA 0o pedakyii 18.04.2016 p.
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PE3IOME

FeHeTnueckne ¢paKkTopbl pa3BUTUA OBapUuaibHON
runepaHAporeHnN y XKeHwmH
J1.H. CemeHnrok, H.E. Apoykuti

B o630ope npuBegeH aHanu3s UTEPATYPHbIX
JaHHbIX 0  KnaccuduvKaumm  runepaHaporeHHbIX
3ab60neBaHUN y MEHLUH, reHeTuyecknx dakTopax
npeapacnoNioXeHHOCTN K GOPMUPOBAHMIO PA3NYHbIX
¢deHoTmnos CMKA n meTabonunueckoro cHapomay 3Tmx
6O0JIbHBIX 1 UX BAUSAHMM HA MOMOBYO MPUHAANEXHOCTD,
CTAaHOBJMIEHWE  MEHCTPyaJlbHOW U peanv3auunio
pPenpPoayKTUBHON (YHKLMM [AHHOTO KOHTUHIEHTa
nauuneHToB.

KnioueBble cnoBa: runepaHgporeHns, MeTtabo-
NNYECKUN CUHAPOM, FreHbl MPeapPacnonoXeHHOCTH.

SUMMARY

Genetic factors responsible for ovarian
hyperandrogenism in women
L.N. Semenyuk, N.E. Yarotsky

The review provides an analysis of published data
on the classification of hyperandrogenic diseases
in women, the genetic factors predisposing to the
formation of different phenotypes of PCOS and
metabolic syndrome in these patients and their
impact on gender, onset of the menstrual cycle and
reproductive functionin the patient population.

Key words: hyperandrogenism, metabolic syndrome,
susceptibility genes.





