MEAVWYHA JIABOPATOPIf

XPOMOCOMHI MPUYUHW TINEPTOHALOTPONHOTO
FTNOTOHALAWU3IMY B XIHOK I HOJIOBIKIB

Ornan NITEPATYPHU

KniniyHuin Bunagok. XiHka 38 pokis 3BepHynach 3 nprMBoAy ofiroMmeHopel i BTOPUHHOI HennigHo-
CTi npoTArom 15 pokiB. I3 aHamHe3y: meHapxe B 15 poKiB, HeperynsapHi MeHCcTpyadlii, O4VH MUMOBISb-
HWIA abOPT Ha ManoMy TePMiHi, 3i CliB NavieHTKM Ginblue 10 pokiB TOMy 6yB fiarHOCTOBaHWA Kapio-
™™Mn 46,XY (QOKyMeHTanbHOro nigTeepaKeHHa Hemae). O6'ekTnBHO: 3picT 160 cm, Bara 55 Kr, iHaeKc
Macu Tina — 23 Kr/M?% MOJOUYHI 3351031 PO3BMHEHI HOPMaNbHO; GYHKLiA WUTOBUAHOT 3a5103K Ta ne-
YiHKM B HOPMi, aHOMani PO3BUTKY BHYTPILLHIX OpraHiB He BUABNEHO; CTUFMU, TUMOBI ANA CUHAPOMA
LWepewescbkoro-TepHepa, BifcyTHI. [pu nabopaTtopHoMy obcTexkeHHi i Y3/ opraHiB manoro Tasa: 03-
HaKu nepefyacHoi AEYHMKOBOI HeOCTAaTHOCTI (riNeproHagoTPONHUIA rinoroHaamnsm): GonikynocTu-
myntotounii ropmoH (OCI) - 104,9 MMO/mn, ntoTeinisytounii ropmon (1) — 35,5 MMO/mn, ectpagion
< 5 nr/mn; po3mipu matku — 4,4 X 2,3 X 1,2 cM, eHBOMETPIN — 6 MM, NpaBu Ae4HnK — 1,4 X 1,2 X 0,9
CM, MICTUTb 2 NPOCTi KicTn giameTpom 8 i 9 mm; niBuiA A€4HMK — 1,3 X 0,9 X 0,8 cm. 3a pe3ynbTaTamm
JeHCMTOMETPIl BUABNEHO O0CTeonopos: T-NoKasHuK -3,5. KapioTnnyBaHHA 5 KNiTUH BUABUIIO Kapio-
1N 46,XY. 3BaXKaloun Ha 3HaYHE PO3XOLXKEHHSA KNiHIYHMX AaHUX (CMOHTaHHE MeHapXe, HOPManbHWIA
PO3BUTOK CTaTEBUX OPraHiB), byno nposefeHo AoAaTKoBe AOCAIAXKEHHA 50 KNiTWH i3 3aCTOCYBaHHAM
¢dnyopecueHTHOI ribpugu3sadii in situ (fluorescence in situ hybridization, FISH). Peaynstatn gocnig-
>KEHHA Nokasanu Kapiotun 46,XY B 41 kniTuHi i Kapiotnn 45,X B 9 KniTMHaXx, WO BiANOBIJAE KMNiHIYHMM
nposBamM Mo3aiuHoro cuHgpomy LlepelueBcbkoro-TepHepa. 3BaXaloum Ha pr3UK roHago61acToMm
npw Takomy Kapiotuni, 6yna nposefeHa 6inatepanbHa agHeKceKToMiA. Pe3ynbraTy naTorictonoriy-
HOro JOCNIAXKEeHHA BUAANEHMX NPUAATKIB i LMTONOrNYHOro AOCNIAKEHHA NepuUTOHeaNlbHUX 3MUBIB
nokasanu BiACYTHICTb 3M10AKICHUX npoueciB. PekomeHfoBaHa 3aMiCHa ropMoHarnbHa Tepanis, Niky-

BaHHA OCTeONopo3y, peanisauis penpofyKTnBHoI GyHKLIT 3 JOHOPCbKUMN ooumTamu [1].

BCTYN

lneproHagotponHui rinoroHagusm (M) -
CTaH, 3a AKOro HefoCTaTHICTb CTAaTeBUX KMITUH i
CTaTeBUX CTePOIfiB CYyNnPOBOAXKYETbCA 3HAYHMM
NiABULLIEHHAM PiBHA FOHAaJOTPOMHMX FOPMOHIB
(puc) [2].

| onA XiHoK, | ana yonosgikis [T Hece 3HauHI pu-
3UKW 4S9 3arajibHOro 30Pp0B'A (cepLeBo-CyWH-
Ha CUCTEMa, WiNbHICTb KiCTKOBOT TKAHMHW TOLLO)
[3, 4]. He3axaloun Ha MOPIBHAHO HeEBENUKY
YacTKy B CTPYKTypi npuunH 6e3nnipas, T € oa-
Hi€l0 3 HANCKNAZHIWMX 3a4ay B PenpoayKTUBHIN
meanuuHi [5, 6].

HiarHocTnka XpomMoCcoMHUx npuumH I yacto
BifOYyBa€TbCA 3i 3HAUHUM 3ani3HeHHAM [6, 7].
Lle o6ymoBneHO pPO3NOBCIOAXEHUM CTEPEOTU-
NMoM Mpo O6OB’A3KOBY MPUCYTHICTb ACKPaBUX
$EeHOTUNOBMX O3HAK (EBHYXOIQHWUIA TN TiNooby-
[I0OBM, KpunononioHa wws). B peanbHoCTi wu-
poKa BapiabenbHiCTb reHOTUMIB LiX CUHAPOMIB
NPOABNAETLCS TAKO K BapiabenbHicTio peHo-
TUMIB — BiA KNAaCUYHUX OO acMMATOMHUX [7, 8].
Tomy B uboMy ornafi 6yaoyTb AeTaNbHO pO3-
FAHYTI AaHi CYYaCHUX JOCTIAXKEHb i KIHIYHUX
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pekomMeHAauin Woao AiarHOCTUMKM Halbinblu
PO3MOBCIOAMKEHUX XPOMOCOMHUX NpuYnH Ty
XiHOK (cmHgpom LlepelweBcbkoro-TepHepa) i B
yosoBikiB (cuHgpom KnanHoenbtepa).

ITY XIHOK - NEPEAYACHA

A€YHUKOBA HEQOCTATHICTb

Y KniHiYHMX pekomeHAauiax 2016 poky €s-
ponencbKoro ToBapucTBa penpoaykuii n emo-
pionorii noguHn (European Society of Human
Reproduction i Embryology, ESHRE) HaBoguTbca
HacTyrnHe BM3HAYeHHA MnepefyacHol HegocTat-
HOCTi AeyHukiB (MHA) — KniHiYHMA crHZpOM,
OCHOBHVIM MPOABOM AKOFO € NPUMNMHEHHA OYHK-
Ljii AeyHMKIB y BiLi 4o 40 poOKiB, WO CynpoBoA-
XKYETbCA MOPYLUEHHAM MEHCTpPYanbHOI GyHKLUi
(oniro-/ameHopes), NiaBULLEHHAM PiBHA rOHAA0-
TPOMIHIB | 3HVXEHHAM KOHLIeHTpaUil ecTpagiony
[9]. 3aranbHa yacToTa MHA B nonynAuii cknagae
6113bKo 1%, NpoTe ii YacToTa 3HAYHO 3POCTAE 3
Bikom (nicna 30 pokis — 1:1000, nicna 35 — 1:250)
[10]. Llen pakT HabyBae 0cO6GNMBOI aKTyanbHOCTI
yepes 3pOCTaHHA TeHAEHLT 4O AITOHAPOOKEHHA
B Ni3HbOMY PenpoayKTUBHOMY BiLli.
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MIKXANCUWTIITIIHAPHUIA KOHCUITIYM

HopmarbHa penpogyKTuBHa dyHKLiA

linoTanamyc )
ocrr—N
linodi3 )
[oHaam
Ecrpagion — N

Tectoctepod — N

Kinbkictb P
~

(TaTeByX {
KniTH — N ‘

PucyHok. 3miHu rinotanamo-rinodizapHoi perynauii npu IT
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MHA € npuunHoo 10-28% Brnagkis
nepBUHHOI ameHopel | 4—18% — BTOPUHHOI.
Bce wuacTiwe pokniHiuHi dopmm THA
(konn 36epexeHa MeHCTpyasibHa QyHK-
Lia) BUABNAIOTb MPU 0OCTEXEHHI XKiHKN
3 npuBogy 6e3nnigas abo MOpyLUEHHs
MeHCTpyanbHoro uukay [10].

MHA noginAoTe Ha NepBUHHY (BHaCNI-
JOK 4aCToO HeBiAOMKMX MaTONOriYHMX NPo-
LieciB) i BTOPUHHY, ab0 ATPOreHHy (BHac-
NiJoK XipypriyHol peayKuil oBapiaribHOroO
pe3epBy, ximio- abo pagioTepanii).

Binbw HiX y nonosBuHi BUNagkKis eTio-
noria nepsuHHOI MHA 3anMwaeTbca He-
Bigomoto (imionatnuni ¢opmm). OnucaHi
HaCTYMHi NpuYnHN nepBuHHOI MHA:

% reHeTUYHi (KifbKiCHi Ta CTPYKTYpPHi aHO-
Manii X-XpoMOCOMM, MOHOTEHHI MyTaulii) —
3aranom 25% fAiarHoCToBaHMX NPUYKH;
 ayTOIMyHHI (ayTOiMyHHUI oodopuT);
™ cnagkoBi cuHapomu (ranaktosemis) [9].

JlabopatopHa piarHocTrKka MHA 3a pe-
komeHpgauiamn ESHRE (2016) nondrae y
BuABneHHi pisHA OCI, Buworo 3a 25 MO/
MJ1, ABidi 3 iIHTepBasiom y 4 TWKHi. [logaTko-
BO BUKOPWCTOBYETbCA OLIIHKA PIBHA aHTU-
MIOJISIEPOBOrO FOPMOHY Ta iHribiHy B [9].

CuHOpom Lllepewiescbko2o-TepHepa

Ak npu4uHa lMHA

Pi3Ho8UOU 2eHOMUNIB i

sapiabenoHicme heHOMuUnNoBUX

nposeie cuHopomy

Cungpom Lepewwescbkoro-TepHepa
(CLUT) - xpomocomHa naTtosoris, fKka
MonAra€ y noBHi abo YacTKOBIN BigCyT-
HOCTi OfHiei X-xpomocomn i CynpoBo-
IXKYETbCA OOHUM 4y Bifiblie KAiHIYHUM
NPOABOM. ICTMHHaA 4acToTa CUHAPOMY
HeBiloMa u4epe3 WKWPOKY Bapiabenb-
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HicTb $peHoTUNiB, 0CO6MBO NpPU Mo3ai-
uumsmi. Y Benvkomy gocnigxeHHi B Janii
nocTHaTajlbHe KapioTunyBaHHA 35 Tu-
CAY HOBOHAPOAXKEHMX AiBYAT MOKa3asno
yactoty CLUT B 1 BMNapok Ha 1893 ocib
[11]. Yepe3 nowwmpeHe 3acToCyBaHHA
npeHaTanbHOI AiarHOCTMKN YacToTa Ha-
popxeHb i3 CLUT 3HauHO 3HM3MNach, i 3a
dadnmun N.P. lyery 2012 p. cknagana 1 Ha
4000 [12]. 3a gaHUMU yKpaiHCbKOro negi-
aTpuyHoro peectpy CLUT (2018), yactoTta
CYHAPOMY cepefi HOBOHapOAXKeHUX ni-
BYaT cknana 77,5 Ha 100 tuc. [13].
MoHocomia X € €AMHOI MOHOCOMIELD,
cymicHo 3 XutTam [14, 15]. lWaHcn xu-
BOHApPOMXEHHA Mnyioga 3 MOHocomielo X
cKnagatotb 6513bKo 1%. IcHye Teopis, Wwo
BVXKMBAHICTb TaKMX MOAIB 3aNe€XnTb Bif
HAABHOCTI K/OHIB KNITUH i3 Ginbll KOM-
NEeHCOBaHMM FreHHM [03YBaHHAM [16].

BapiaHmu kapiomunie npu CLUT

[lonoBrHa [iarHOCTOBAaHUX MOCTHa-
TanbHO Bunagkie CLUT matoTb Kapiotmn
45,X; 35% cKnagaTb Mo3aiuHi dopmu,
pewTa npefcTaBieHi  CTPYKTYPHUMU
aHomaniamn X-xpomocomn [11, 12, 171.

Kapiotnn 45X (knacnunun CLUT) -
cKnagae 6nusbko 50% nocTHaTaNbHO
[DiarHOCTOBaHUX BUNAZAKIB, NPOABNAETb-
CA HM3bKOPOCHICTIO, ANCreHesi€ roHas
i pi3HUMKN KOMbGiIHaLisMK eHOTUNOBUX
nposBiB, NpeacTaBneHnx y 1abn. 1. Mpwu
TakoMy KapioTuni fAiarHo3 3a3Buyan
BCTAHOBJIIOETbCA B Nepiofi HOBOHAPOA-
»eHocTi abo B nybeprari.

Mo3aiuHi Kapiotunu CLUT:
= 45,X/46,XX — CynpoBOAXYETbCA Hal-
GiNbll CTEPTOI KIiHIYHOW KapTUHOL,
WO 3aNeXuTb Bif BENYMHU KJIOHA

KNITUH i3 HOPManbHUM >KIHOYMM Kapi-
otnnom. Lle npussogntb Jo ni3HbOI fi-
ArHOCTUMKM, YaCTO Ha eTani 06CTEXEHHS
3 npuBogdy 6e3nnigaa abo BTOPUHHOI
ameHopel.

= 45,X/47 XXX - 3a KNiHiYHUM nepebirom
CXOXWNI Ha 45,X/46,XX, ane cynpoBOaKy-
€TbCA NiABULLEHOIO YAaCTOTOK ayTOIMYyH-
HUX NPOLLECiB, BKTIOYAOUMN ayTOIMYyHHNIA
00¢popuT, O CTAE AOLATKOBOK NpUYM-
Hoto MHA.

% 45,X/46,XX/47 XXX — OnncaHuin B OK-
peMunx KNiHIYHMX BUMNagKax AncreHesieto
roHap i uncneHHumm tunosummn gna CLUT
cturmamm [18, 19].

% 45,X/46,XY — 3MilWlaHa gucreHesia ro-
Haf , MOXe MaTV NPOABU Bil HOPMasnbHO-
ro 4onosiyoro GpeHoTUNY A0 KNAaCUYHOro
CLUT, pigwe - noegHaHHA deHoTmny CLUT
i Bipunisauii.

Br3HauyeHHA KNoOHa 3 Y-XpOMOCOMOO
€ BaXKNIMBUM, OCKIIbKU MOr0 HAABHICTb
BM3HaAYa€ NikyBanbHy TaKTUKY. Takni Ka-
pioTUN Hece BUCOKUI pU3MK roHagobna-
cToMuK, 0co6nBO NMpu abagomiHanbHOMY
po3TallyBaHHi roHag i )iHouomy deHo-
Tuni. B gocnigykeHni M.J. Schoemaker Ta
cniBaBT. 3a yyacTti 211 nauieHToK Kymy-
NATUBHUA PU3UK FOHagobnactomy Ao
25 pokiB cTaHOBMB 7,9% (95% foBipunii
iHTepBan 3,1-19,0) [20]. CraHpapTHOO
TaKTUKOW NiKyBaHHA € npodinakTnyHe
BuAaneHHA roHag. OnucaHi BuUnagkm
CMOHTAHHOI BariTHOCTI Npu KapioTuni
45,X/46,XY [21, 22].

CmpykmypHi aHomanii X-xpomocomu
= [leneuii B KOpPOTKMX abo AOBruXx
nneyax  X-XpoMOCOMW,  Hanmpuknag,
46,XX,del(p22.3), nepeBaxHO CynpoBoO-
oxytotbea MHA Big nepBuHHOI o BTO-
puHHOT ameHopei. DeHOTUN Ta ypaxKeH-
HA rOHapj 3anexaTtb Bif po3mipy feneuil.
5 13oxpomocoma Xq Ta i3oAnLEHTPUY-
Ha Xp (46,X,i(Xq); 46,X,idic(Xp) (10%)) —
YaCTKOBA MOHOCOMIfl KOPOTKOro rnjeva
BMK/MKaE noasy Tunosmx o3Hak CLUT,
BOJIHOYAC HAABHICTb HAaA/IMLLKOBOI JO3U
maTepiany fOBrMX Maey He Ma€ KNiHiYHO
BMpPaXeHOoro Bnnuey Ha deHoTumn [8].
= Kinbuesa X-xpomocoma 46,X,r(X)/46,XX
— B YaCTMHW NaLi€EHTOK CnocTepiraeTb-
CA BUpa)KeHa iHTenekTyanbHa peTap-
fauia, aHomanii ckenety obnuyua 3a
BiACYTHOCTI iHWwKX o3Hak CLUT. B pewtn
MOXKYTb CMOCTEPIiraTuCb TaKOXX MHO-
>KUHHI TMnoBi nposasn CLWT. BigmiHHO-
CTi TAXKKOCTI 3aXBOPIOBAaHHA MOB'A3aHi
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MIXANCUWTIITIIHAPHUIA KOHCUTIYM

3 GyHKLiOHaNbHUM CTaHOM reHeTUYHOro MaTtepiany Kinbue-
Boi X-xpomocomu [8, 17].

Kapiotunum, aki He HanexaTb go CLUT, ane cynpoBopxy-
toTbca MHA.
= Neneuii 46,XX,del(q24) Ta 46,X,idic(X)(q24) 3a KniHiYHUMM
HacTtaHoBamu ESHRE (2017) He BigHOcATbcA po CLUT, ane Bu-
3HA€eTbCA X 38'A30K i3 MHA. Mpwn win natonorii nokasaHe iXHE
BM3HaueHHA [8, 17].
= Kapiotnn 47, XXX (notpiniHa X) He HanexunTtb go CLUT. Llen Ka-
piotun, AK i 45,X/47 XXX, CynpoBOAXKYETbCA BUCOKMM PU3NKOM
ayTOIMYHHUMX NPOoLeCiB, AKi Npr3BoAATb A0 MHA. TakoX Len Ka-
pioTVN CynpOBOAXKYETbCA BUCOKMM 3pOCTOM, Aedilyntom yBa-
rv i po3nagamm HacTpoto [8].

3a paHumm N. Zelinska i cniBaBT., B yKpaiHCbKill KOropti 3
538 pgiBuart i3 nmocTtHaTanbHO giarHoctoBaHum CLUT BapiaHTn
KapioTnniB Manu HacTymnHe cniBBigHoweHHA: 45X — 59,32%,
Mo3aiun3m 45,X/46,XX - 22,90%, cTpyKTypHi aHoManii X-xpo-
mocomn — 17,78%. Cepepfy CTPYKTYPHMX aHOMani 3ycTpiva-
nncb: 46,Xi(Xq) — 5,11%; 45,X/46,XX(Xq) — 6,9%; 45,X/46,X+mar
- 3,16%; 46,X,del(X)(Xq) - 1,87%; 45,X/46,X,del - 0,74% [13].

®enomunosi npossu ma komop6ioHocmi CLUT

Ha BigmiHy Big Y-xpomocomu (MictuTb 200 reHis), reHn AKoi
BM3HAYalOTb MepeBa)KHO CTaTb, X-xpomocoMa (3aranom 1000
reHiB) Hece BENUKY KiNbKiCTb reHiB, WO BiAMOBiAaloTb He finlue
3a OYHKLi0 roHag, a 1 3a YNCNEHHI COMaTMYHi 03HaKu [23, 24].

Bigomo, wo iHakTMBOBaHa X-xpomocoma Mae 10-15% ak-
TVMBHUX FEeHIB, NepeBaXHO PO3TaLLOBaHMX Ha KiHLi KOPOTKOro
nneva (NceBpoayToCcoOMHUI perioH). Came ranioHefoCTaTHICTb
LMX reHiB BM3Hayae GpeHOTUMN NpU Pi3HUX BapiaHTax L€l aHO-
manii. MpoTe uiTKa KopenAuia MK reHoTMnom i ¢peHOoTUMNOoM
CrocTepiraeTbCA He 3aBxau [24-26].

MoBHWIn cnekTp dpeHoTunosmx nposeis CLUT npeactaBneHun
y 1abn. 1.

Ta6nuus 1. Mlepenik peHoTMnoBuxX NpoaBiB i Komop6iaHocTeil CLUT Ta ixHA
npubnusHa yacrora [17]

O3Haka Yacrora %
Husbkopocnictb 95-100
3aTpuUMKa po3BUTKY MPOTATOM NEPLUOTO POKY KUTTA 50
EHpokpuHonarii
[TopyLueHHA TonepaHTHOCTi 0 FI0KO3K 15-50
Llykposwii gia6et 2 Tuny 10
LlykpoBuii aiaber 1Tuny !
TupeoiguT Ta rinoTupeo3 15-30
AptepianbHa rineptet3ia 50
AHppoipHa Tinobyzosa ?
3aXBOpIOBAHHA LWNYHKOBO-KMLIKOBOFO TPAKTY i NeyiHKu
MNiaBuLLEHWIA piBeHb TPaHCaMiHa3 50-80
Lleniakia 8
3ananbHi 3aXBOpIoBaHHA KMLLIEYHNKA 2-3
(DeHOTUNOBI XapaKTepUCTUKM
Oui
EnikanTyc 20
Kopotko3opicTb 20
(tpabizm 15
[lro3 10
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Byxa
[HdeKuii cepesHbOro ByXa 60
[Nedektn cnyxy 30
[JledopmaLiia 30BHILLHBOTO ByXa 15
Por
Mikportaris 60
ApkyaTHe nigHe6iHHA 35
MopywweHHa po3BuTKY 3y6iB !
Llna
Hu3bKa niHis pocTy Bonocca Ha noTuamLi 40
LlInpoka kopoTKa LwuA 40
Kpunonogi6Hi cknaaky Ha wui 25
TpynHa KniTka
LlInpoka (wuronogibHa) rpyaHa Knitka 30
|HBepTOBaHi coCKi 5
Lkipa, HirTi, Bonocca
Nlimpeaema BepXHixX i HUXKHIX KiHLIBOK 25
MHOXWHHI nirMeHTHi HeBYCH 25
linonnasia/anctpodia HirTis 10
Bituniro 5
Anoneujs 5
Ckener
BincTaBaHHA KicTKoBOro Biky 85
3HUXeHa LWiNbHICTb KICTKOBOI TKaHNHM 50-80
Cubitus valgus 50
BKopoueHa ueTBepTa MeTakapnaibHa KicTka 35
Genu valgum 35
BpozkeHnii BuBHX CTerHa 20
(Ckonio3 10
[Nedopmavia MagenyHra 5
CepueBo-cyAnHHa cucTema
[IBocTyNKoBMil a0pTanbHuil Knanau 14-34
KoapkTaujis aoptu 7-14
[llunaravia/aHeBpusma aoptv 3-42
Hupkm
MNigkoBonopibHa H1pka 10
Axomanii po3TaLLlyBaHH HUPKOBUX JIXaHOK, CEYOBOZLIB, HUPKOBYX CYIUH 15
Annasis HupKu 3
HelipokorHitueHi i ncuxocoianbHi ocobnuocti
EmouiliHa He3pinicTb 40
[Tcuxonoriyi i noBegiHKoBi npo6nemu 40
Po3naau 3aaTHOCTI 10 HaBYAHHA 25

Brpata oouuTie npy CLUT nounmHaEeTbCA We B NpeHaTanbHO-
My Mepiofli, @ OTXKe BXe Ha MOMEHT HAaPOAKEHHSA BiNbLUICTb i-
Hok i3 CLUT matoTb 3HaYHO pefyKoBaHWIA OBapianbHU pe3eps
[8, 27]. HaBiTb 3a HaABHOCTI NeBHOro Nyny npumopaianbHUX
donikynis BigbyBa€ETbCA MOro MPUCKOpPEHa peayKuis BHaCi-
LOK MPprCKOpeHOoro anonTto3y ¢Gonikynis NpoTArom noganbluo-
ro »uTTs. CnoHTaHHWI NybepTaT mMae Micue y 30-38% »KiHOK
i3 CLUT (nepeBakHO Ue Mmo3aiuHi dopmm) [28, 29]. bnmsbko
nonosvHu Brnagkis CLUT 3i cnoHTaHHUM ny6epTaTom MatoTb
cnoHTaHHe meHapxe [30]. BTim, 90% Lmx *iHOK maTumyTb MNMHA
y Biui o 30 pokis [8]. Y ¢ppaHUy3bKill KOropTi YacToTa CrOH-
TaHHOI BariTHOCTI cknana 5,6% [31]. CnoHTaHHI BariTHOCTI Npu
CLT vacrTiwe 3aKiHYylOTbCA MUMOBINIbHUM MepeprBaHHAM. |3
PO3BUTKOM [OMOMIMHUX PENPOAYKTUBHUX TEXHOJOTIN MOX-
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NMBOCTI peanisauii penpoayKTnBHoi GyHKLii 4na xiHok i3 CLUT
po3wnpunnch (Npecepsadia 0oLMTIB, AOHALiA 00UMTIB, Cypo-
raTHe MaTepPUHCTBO), ane NOoB’A3aHi 3i 3HAYHMMN MeANYHUMU 1
eTMYHUMU Npobnemamu [5, 6, 32, 33].

JiazHocmuka ma meHedxmeHm CLUT

3a KniHiYHMMK HacTaHoBamWM Big, 2016 p. BOCNiAXKEHHA Kapio-
TUMY NOKa3aHe Naui€HTKaM i3 HaBeeHVIMM B TabJ1. 2 KNiHIYHMM
o3Hakamu CLUT [17]. 3Baxatoum Ha BUCOKY PO3NOBCIOAXKEHICTb
Mo3aiuHux popm CLUT i ixHil 38'A30K i3 MHA, gocnigeHHs Ka-
pioTVNY B LIbOro KOHTUHIEHTY TakoXK € BUNpPaBAaHM, 0cobu-
BO 3a HaABHOCTI penpoayKTMBHMX NNaHiB [9].

Ta6nuua 2. Noka3aHHA A0 LuToreHeTMYHoI giarHoctukm CLUT
3a HaABHOCTi OJHI€il 3 HUKUEHaBeleHUX 03HaK
[TpeHaTanbHo — KicTo3Ha rirpoma Lumi abo BoAAHKa
|pionatinyHa Hu3bKopocnicTb
06cTpyKTVBHA NiB0GIYHA BPOXKEHa aHOMania cepua’

He noB’A3aHa 3 iHLLMMU NpUYMHaMK 3aTprMKa nybepTary/meHapxe
MogpyxHa napa 3 6e3nnigasm
XapaKTepHi pucu 06nmyuA B XiHKu?
3a HaABHOCTI ABOX 260 GinbLue 3 HACTYNHUX 03HAK
AHomaniq po3BUTKY HUpKK (NigkoBonopi6Ha, annasis)
[Jedopmavia MagenyHra
Heiiponcuxonoriuri abo ncuxiatpuyHi ponaan
MHOXUHHI TMNOBI a60 MenaHoLMTapHi HeBycl
[Jcnnactiyi abo rinepkoHBEKCHi HirTi
[Hwwi BpoZeHi aHomanii po3BuTKy cepus’®
[TopytweHHs cyxy 40 40 pokiB B NOEAHAHHI 3 HU3bKOPOCTICTHO

' TUNOBO J|BOCTBOPYACTMIA A0PTANbHIIA KNanaH, KoapKTaLlis, aopTanbHiA CTeHO3 3 ABOCTBOPYACTUM
0pTaNbHYUM KnanaHom abo 6e3 Hboro, aHoManii MITPANbHOro Knanaua, CUHAPOM rinepnnasii nigux
BIZAINIB cepus;

* GHTUMOHTONOIZHWIA PO3PI3 OUeld, eNIKAHTYC, HM3bKO PO3TALLOBAHI BYXa, MIKDOTHaTiA, By3bKe
NiAHEOIHKA, KOPOTKA LKA 3 KPUAONOZIOHMMM CKNAAKAMM;

¥ 4aCTKOBMI aHOMaTbHWI IPeHa NereHeBIAX BeH, BTOPUHHMIA AedeKT MixnepecepaHol
NeperopoaKi, AedeKTit MiXLWAyHOUKOBOT NepeTinHKy (M'A308i, MeMOPaHO3HI).

PekomeHpauii WwWoao npoBefeHHA UUTOreHeTUYHUX JOCia-
»eHb 3 MeTO BUABJIEHHA pPi3HMX reHoTuniB CLUT 6ynu po3po-
6neHi we B 2010 p., oHoBNeHi B 2014 p. i akTyanbHi goci [34].
Ocobam i3 nigospoto Ha CLUT HeobxigHO npoBecTn Kapio-
TUMYBaHHA LWoOHanMeHwe 20 KniTMH (maTtepian — BeHO3Ha
KpoB). Lle po3Bonae BuABnATM Kapiotun 45X, CTPYKTYpHi
aHoManii X-xpomocomu i MoO3aiuu3Mm, AKWO BiH MpeacTaB-
neHun y 6inbw Hix 10% KnitvH [35]. AKWO nigo3preTbea
Mo3aiuyHa popma CLUT, ane BoHa He BUABNAETbCSA MPU CTaH-
JApTHOMY KapioTUMyBaHHI, MOXNMBI BapiaHTX AOCAIAKEHHSA
6inbLluoiKinbKOCTiKNiTUHabo3acTocyBaHHAMeTOAY FISH[16,34].
TakoX MOXNVBe KapioTWMyBaHHA KAiTWH iHWWX TKaHUH (6y-
KanbHWI 3ilKpebok, pibpobnacTtn WKipw, enitenianbHi KNitu-
HI CEYOBOTrO MiXypa, OTPMMaHi 3 ceui) [34].

TakoX B KNiHiYHMX HacTaHOBax Bif 2016 p. HaBeAeHO cUTya-
Ui, B AKX peKoMeHJOBaHe NOBTOPHeE AOC/iAXKeHHA KapioTuny:
 AKLLO NepLe KapioTunyBaHHs, ake Bussuio CLUT, 6yno npo-
BeJieHe npeHaTanbHo, AiilarHo3 Ma€ 6y Ty NiATBEPAKEHWI NOCT-
HaTaNbHO;
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™ AKWO [AiarHo3 BCTaHOBNEHMI Ha OCHOBI OyKanbHOro
3iWKpebKa, HeobXigHO MPOBECTV MOBTOPHE AOC/IIKEHHA 3
MaTepianoMm KiiTvH KPOBi;

™ AKLLO AiiarHo3 OyB BCTaHOBMIEHW B JlaneKoMy MUHY0MY abo
nauieHTKa He 36eperna JOKYMeHTaNbHe MiATBEPIAXEHHA fiar-
Ho3y [17].

MauieHTkn 3 CLUT noTpebyioTb NOXKUTTEBOrO CMOCTEPEXKEH-
HA MyNbTUANCLUMMAIHAPHOK KOMaHAO, CKNaj AKOI BM3Hava-
€TbCA NPOABaMU CUHAPOMY i KOMopbigHoCcTAMKU. Anroputmm
HopManizauii pocty Ta iHAYKUii nybepTaTy npencTaBneHi B
pekomeHgauiax 2017 p. [17]. Bunagku ni3HO fiarHOCTOBaHOro
CLUT, ocobnuBo nepep niaHyBaHHAM BariTHOCTI, MOTPeOYOTb
06CTeXeHHA ANA BUKIIOYEHHA aHOManiii po3BUTKY BHYTPILL-
HiX OpraHiB, gucraikemii, apTepianbHOI rinepTeHsii Ta iHWOoI
comaTunuHoil natonorii. BegeHHa MNHA nonarae B 3acTocyBaHHi
3aMiCHOI eCTporeH-rectareHHol Tepanil 4o Biky MeHonaysu Bif-
nosigHo Ao pekomeHgauin ESHRE (2016) [9]. MuTtaHHA peani-
3aUii penpoayKTUBHOI QYHKLIT BMPiWYOTbCA iHAMBIAYaNbHO B
KO>KHOMY BUMAKYy.

CuHOpom KnatiHpennomepa sk npuquHa

nepeuHHO20 2iN020HAOU3MY 8 H0J108iKi8

[epBUHHWUI FiNOroHagn3M Y YONOBIKIB — HEAOCTaTHE YTBO-
PEeHHA TeCTOCTEPOHY | MOPYLLUEHHA criepmaToreHesy BHacNigoK
naTonorii roHag,.

BignoBigHO [0 KNiHIYHUX HAacTaHOB €BPONENCbKOT acoujiauii
yponorie (European Association of Urology), Buginstots Ha-
CTYNHi NpuyrHW nepBuHHOro Iy yonosikis:

% reHeTNYHi (cuHapom KnanHdenstepa (CK));

™ HeonyLleHHA abo eKToMiA AEYOK;

® paK AE€YOK;

5 OpXiT;

™ HabyTa aHopXiA (TpaBMma, XipypriuyHe BUAaneHHs);

% BTOPVIHHa TECTUKYNAPHA ANCOYHKL A (BHACNiAOK Ail MeanKa-
MEHTIB, TOKCUHIB, CUCTEMHMX 3aXBOPIOBAHD);

™ BpoAKeHa aHopxia (BiporigHa MpuUYMHa — BHYTPILUHbOYT-
pPO6HMI NepeKpyT);

= igionaTnyHa aTpodis s€YokK [36].

XpPOMOCOMHI MPUYMHN NEPBUHHOO FiNOrOHaAN3MY i Heob-
CTPYKTUBHOI a300cnepmii cknagatotb 65m3bko 15% i BxoaATb B
0060B'sI3KOBUIA NepeniK AiarHOCTUUYHNX 06CTeXeHb [37, 38].

CK - xpomocomHa natonoris, npefactaBneHa nepeBaXxHO
aHeynnoifielo X-xpomMocoMu B YOJOBIKIB (HanyacTiwe Kapio-
Tun 47,XXY, pigko 48,XXXY Ta 48,XXYY), pigwe cTpyKTypHUMMU
aHoManisiMm X-XxpoMocommn abo MO3aiuyHUMK KapioTunamu, Wwo
CYNPOBOAXKYETLCA Pi3HUM CTyNeHeM MEePBUHHOrO riMoroHa-
An3My i NOpyLIeHHAM cnepmaTtoreHesy [3, 38].

KnacuuHa dopma CK (kapiotnn 47,XXY) cknagae 80-90% Bcix
Bunagkis cuHgpomy. Kapiotnnu 48 XXXY i 48, XXYY Ta cTpyK-
TYpHi aHomanii X-xpomocomu (47,iXq,Y), @ Takox MO3aiuHi Ka-
piotunu (47,XXY/46,XY) 3aranom cknagatotb 10-20% [38, 39].

CK - Hanbinbw po3noBclof»KeHa aHOMania CTaTeBMX XPO-
mocom: Big 1:500 pgo 1:1000 yonosikiB, 3a AaHUMU PIi3HUX
oxepen [39]. YactoTta CK cepel HOBOHApPOAXKEHMX X/TONYNKIB
ctaHoBUTb 0,1-0,2%, cepepn YonogikiB i3 6e3nnigaam — 3-4%,
cepep 6e3nnigHNX YONOBIKIB i3 HEOOCTPYKTMBHOIO a300cCnep-
mieto — 10-12% [37, 39]. € noBigoOMNeHHs Npo 36inblIeHHA
yactotun CK B OCTaHHi poKWU, L0 NOACHIOIOTb 3pOCTaHHAM Yac-
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TOTU NOpYLIEHb Melno3y B 6aTbkiB [40]. Bik maTepi € ogHuM 3
Hal3Hauywwmx dakTopis pu3mKy CK (pusnk 3poctae B 4 pasu
AnA maTepiB, cTaplumx Big 40 pokiB), 38'A3KY 3 Bikom 6aTbKa
BCTaHOBJIEHO He 6yno [41, 42].

®eHotvn npu CK mMae Wrpoki BapiaLii Big BUpaXeHoro aHapo-
reHHoro fediunTy 3 03Hakamy dpemiHizaLlii 1o HOpManbHOro Yo-
NOBiYOro GEHOTUMNY 3 YACTKOBO 30€pEXXEHNM CrIepPMaTOreHE30M,
LLI0 06YMOBJIEHO BMCOKOIO YaCTOTO MO3aili3my (47, XXY/46,XY).
B ogHoMy 3 pgocnigkeHb 6yno NpofeMOHCTPOBAHO, WO Nvile
26% sunagkis CK BY4aCHO fiarHOCTYIOTbCA B JOPOCIOMY »KUTTI
[43]. Lle Ba»knnBO, OCKiNbKK GiNbLLICTb YONOBIKIB i3 MalloCUMI-
TOMHUMU PpeHoTunamu CK 3 Bikom NoTpebyoTb 3aMiCHOT rop-
MOHasbHOI Tepanii. Bxke 3 25-piuHoro Biky 80% uonosikis i3 CK
MatoTb NeBHi KNiHiUHi 03HaKn aediunTy TecTocTepoHy [44, 45].

Kniniuni nposasm CK moxHa po3pinuti Ha npepacTaBrieHi
HWKYe rpynu:
= lNoB'A3aHi 3 HAQANLIKOBICTIO FTeHETUYHOro MaTepiany X-xpo-
MOCOMM, HaABHi Jo nybepTaty (BPOAXKeHi Kunu, posLlennHa
BEPXHbOro MifgHebiHHA, aHOManii PO3BUTKY CTaTeBMX OpraHiB
(pigKo), JoBri HOMM, 3MEHLUEHI A€YK, a300CNepMis, MOPYLIEH-
HA MOBJIEHHSA).
= MNoB'A3aHi 3 JediunToM TECTOCTEPOHY, MPOABAAIOTHCA B
nybepTaTi abo B LOPOCIOMY BiLli (3MeHLLIeHe OBOJIOCIHHA, N106-
KOBE OBOJIOCIHHA 3a iHOUMM TUMOM, 3MEHLUEeHHa M'A30BOl
macu, GinaTepanbHa riHeKOMacTi, €BHyXOigHa Tinobynosa,
3HVXKEHWU CTaTeBUI NOTAT, MOPYLUEHA epekTuiibHa GyHKLiA).
= [MoB’A3aHi 3 HaA/INLLIKOBICTIO FeHETUYHOro MaTepiany X-xpo-
MocoMM i aediumMToM TeCcToCTepoHy, HaaBHI fo nybepTaty i
NporpecnBHO MOripwyoTbcA MicnA (€BHyxoigHa Tinobynosa,
LWMPOKI CTerHa, BUCOKMI 3PiCT, NiABULLEHI piBHI roHagoTponi-
HiB, HAANMLIKOBa Bara abo OXXUPiHHSA, MeTaboNiuHi NopyLUeH-
HA, 3HVKEHHA LWiNIbHOCTI KiCTKOBOI TKaHWHW, MOPYLUEHHA Ha-
ctpoto) [3].

CTyniHb NOpPYLIEHHA MOBJIEHHA i 3HVXEHHA IHTeNeKTy Ha-
NPAMY MNOB'A3aHI 3 HAA/IMLIKOBOI KIiNbKICTIO X-XPOMOCOM.
MauieHTn 3 CK MatoTb BUCOKIWI PU3KK Pi3HUX KOMOPOGiAHOCTE:
MeTaboNiYHMI CUHAPOM — PY3UK 44% nopiBHAHO 3 10% y 3a-
rafnbHin nonynsuii, Lykposuin giabet — 50%, nponanc mMiTpanb-
HOro KnanaHa — 55% MopiBHAHO 3 6% B 3arasbHin nonynAuii,
avcninigemis, pak MosIOYHOT 321031, HEXOAPKKIHCBKI NiMbomu
Ta iHWi dopmu paky [46-50].

MopylweHHa cnepmaTtoreHesy npu KC o6ymoBneHO npammnm
BM/IMBOM FeHETUYHOro aucbanaHcy i BTOPUHHUM edeKTom fie-
diumnTy TectoctepoHy [3, 39]. ¥ xnonuukis i3 CK go nybeptaty
PiBHi TECTOCTEPOHY 3HAXOAATbCA B MeXax Hopmu. B nybeprari
piBEeHb TeCTOCTEPOHY NiABULLYETLCA A0 HUXKHBOI MeXi HOpMU i
nepexoauTb y pasy nnato. B fopocnomy Bili B yCix YONOBIKIB i3
CK po3BurBaeTbca fedilnT TeCTOCTEPOHY Pi3HOrO CTyrneHs. PiBHi
iHribiHy B mare He nignAraloTb BU3HAYEHHIO, PiBHI aHTUMION-
NepoBOro ropMoHy i TectocTepoHy 3HmxeHi, OCT, JII — nepeBu-
LytoTb HOpMY B 2 i BinbLue pasis, piBeHb ecTpagiony moxe 6yt
BMLLMM ab0 B Mexkax Hopmu [37, 39]. lNcTtonoriuHi gocnigKeHHs
OEeMOHCTPYIOTb MOCTYMOBY AereHepaLilo A€YOK i3 PO3BUTKOM
rinepnnasii rinogyHKUioHanbHUX KnituH Jlengira [51-53]. Mpwn
LibOMY OMMCaHi BUMaAKN CMOHTAHHOIO 3aniHEHHA He nuLe B
YonoBiKiB i3 Mo3aiuHMK popmamu KC, a 11 3 KnacMuHUM peHoTu-
MoM, WO CBifYMTb NPO YaCTKOBe 36epeXXeHHs crepmMaToreHesy
[54]. Mpwu 3acTocyBaHHI MeTOAY MIKPOANCEKLINHOT TECTUKYNAP-
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HOI eKcTpakuii cnepmu (Mikpo-TESE) oTpumaHHA cnepmaTto3oi-
Zis 6yno ycniwHum y 55-65% Bunagkis [51, 55, 56].

OcHoBHUM crniocobom giarHoctukn CK € KapioTunyBaHHA
i3 3actocyBaHHAM meTtogy FISH ana BuABneHHA mo3aiuHuMX
dopm [37].

BMCHOBKU
= LlutoreHeTnuHe pocCnigKeHHA (KapioTunyBaHHA) € nep-
LUOIO NiHIEI0 0O6CTEXEHHA ANA KIHOK | YONOBIKIB i3 NepBUHHIM
(HeaTporeHHum) IT.
= Baxnuso BepudikyBaTi Mo3aiyHi peHoT1nm, ocobnmnso y Bu1-
nagKy HasBHOCTI KNOHY 3 Y-xpomocomoto npu CLUT, ockinbku
TaKWUi KapioTun Hece MiABULLEHNA PU3NK PO3BUTKY FOHAAO0-
6nactomu. 3actocyBaHHs MeTopy FISH 36inbLiye epeKTnBHICTb
AiarHOCTUKM MO3aiuHUX GOPM aHeynmnoigin.
= BuacHa piarHOCTMKa XPOMOCOMHMX CUHAPOMIB BU3HAYaE
yCrilWHICTb peanisauii penpoayKTMBHOIT GYHKLIT Ta npodinak-
TUKN COMaTUYHWNX YCKNaJHEeHb.

Mpono3wuuii MJ1 A1A:

o «KapioTunysaHHsA (MaTepian-KpoB)»

e «KapioTunyBaHHA cimenHoi napu (maTtepian-KpoB)»
e «[MocTHaTanbHe FISH: X, Y (maTepian — KpoB)»

e «[ocTHaTanbHe FISH: 13, 18, 21 (maTepian — KpoB)»

TepmiH BuAavyi pesynbratis — 21 ieHb.
[padik B3aTTA bionoriuHoro matepiany — 5—7 AHiB B 3aNeXHOCTI Bif perioHy.
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MIXANCUWTIITIIHAPHUIA KOHCUTIYM

XPOMOCOMHI PUYUHIA TINEPTOHAZOTPOMHOIO MMOTOHAAU3MY B XIHOK | YO/10BIKIB

Ornag nitepatypu

0.A. Bypka, K. MeA. H., J0LeHT Kadeapy akywepcTsa Ta rinekonoril No1 HawlioHansHoro MeavnuHoro yHisepcuery im. 0.0. boromonbLa, HaykoBUii KOHCYNbTaHT MeanuHoi nabopatopii «[lITA», m. Kiis
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(C.B. 0BYapeHKo, k. Mex. ., nikap aKyLuep-riHekonor, IHCTuTyT nnactuutol Xipyprii «Bipryc», m. Opeca

He3Baxatouv Ha NOPIBHAHO HEBENMKY YaCTKy B CTPYKTYPI NPUUMH O3nniAAs, rineproHasoTponHuii rinoronagmn3m (IT) € oaHier 3 HailckNaaHiLLUX 3344 B penpoayKTUBHIA MeauuyHi. [liarHoctuka
XPOMOCOMHUX PUYIH [T UacTo BifbyBA€ETbCA 3i 3HaUHIM 3ani3HeHHAM. Lie 06yMoBNeHo po3MoBCAXEHIM CTEPEOTNOM NP0 000B'A3KOBY HAABHICTb ACKPABYX OEHOTUNOBYX 03HaK (€BHYXOIAHNI TN
TinobynoBy, kpuionoaibHa wius). B LboMy 0rnaai AETaNbHO PO3MAHYTI AaHi CyUaCHUX AOCTIKeEHb | KNIHIYHIX peKoMeHAaLif 100 AIArHOCTUKI Haiipo3nOBCIOMKEHILLIMX XPOMOCOMHIX NPUYMH [T Y XiHOK
(curapom LLlepewwercbkoro-Teprepa (CLUT)) i 8 yonoikie (cutapom KnaitHdenstepa (CK)).

(LT — xpomocomHa natonoris, AKa MonAraE y NOBHil abo YaCTKOBIiA BIACYTHOCTI OAHIET X-XpOMOCOMI | CyNPOBOLXKYETLCA 0AHUM abo binbLuie KniHiuHum npoAsom. Ocobam 3 nigo3poio Ha CLUT HeobxiaHo
MPOBECTU KapioTvnyBaHHA LOHaliMerLLe 20 KNniTuH (Matepian — BeHo3Ha KpoB). Lle s0380nAe BUABAATY KapioTun 45,X, CTYKTYPH aHoManii X-XpoMOCoMM | M03ailiu3M, AKLLO Bi NPeACTaBNenuit y 6inbLL
Hix 10% KniTuH. AKLLO Nio3pioeTbeA Mo3aiuHa dopma CLLIT, ane BOHa He BUABNAETLCA NPY CTAHAAPTHOMY KapioTUNYBaHHi, MOXVBI BPiaHTIA JOCIAXEHHA OINbLLIOT KINbKOCTI KATUH 460 3aCTOCYBaHHA
dnyopecuieHTHoi ribpuay3aii in situ (FISH). Baxnneo BepudikysaTin Mo3aiuti deHoTiny, 0c06a1B0 Y BUNAAKY HAABHOCTI KNoHY 3 Y-xpomocomoto npy CLLT, ockinbky Takuii kapioTun Hece NiaBuLLIeHNii
PY3VIK PO3BWTKY rOHaZ00RACTOMY. 3acToCyBaHHA MeToay FISH 36inbLuye edekTUBHICTb AlarHOCTUKI MO3aiuHYX (oM aHeynnoigiil.

[lepByHHWI [iNOrOHAAU3M Y YONOBIKIB — HEAOCTATHE YTBOPEHHA TeCTOCTEPOHY i MOPYLIEHHA CNepmaToreHe3y BHACNIA0K NaTonorii roHaA. XpoMOCOMHI NPUYHY NePBUHHONO FiNOrOHAAU3MY i
HeoOCTpyKTUBHOT a300cnepMmil cknagatotb 61136k 15% i BxoAATb B 000B'A3KOBMIA Nepenik AiarHocTuHIx 06cTexeHb. CK 3HauHo vacTilue AiarHOCTYETbCA i3 3ani3HeHHAM nopisHaHo i3 CLUT. OcHogHMM
cnocobom AiarHoctui CK € kapioTnyBaHKA i3 3acTocyBaxHAM MeTozy FISH An BiABNeHHA Mo3aiuHX GopMm.

TaKvM YHOM, UUTOTEHETUYHE AOCAIIKEHHA (KapioTUNyBaHHA) € NepLUOt Niielo 06CTEXEHHA NA XIHOK | YONOBIKIB i3 NepBUHHIM (HeaTporeHHWM) 1. 3acTocyBaHHA meToay FISH 36inbluye edekTUBHICTb
JIarHoCTIKI MO3aiUHIX GOpM aHeynnoigili.

Kniouoi cnoBa: rineproHagoTponHuii rinoroHaan3m, nepeayacHa HeAOCTaTHICTb AEUHINKIB, avieHopes, 6e3nNifLA, a300Cnepmis, KapioTunyBaHHs, Mo3ailiu3m, nyopecuieHTHa ribpuau3auia in situ, FISH.

XPOMOCOMHbIE MPUYIHBI TMNEPTOHAZIOTPOMHOTO TUMOrOHAAN3MA Y XEHLLIMH U MYK4UH

0630p nuTeparypbl

0.A. Bypka, k. Mea. H., ioLieHT Kadeapbl akyLiepctaa U ruHexonoriu N21 HMY v A.A. boromonbLia, HayuHblii KOHCYNBTaHT MeaULHCKoid nabopatopum <A, T. Kues

J1IN. Ky3bMyK, K. Mef. H., Bpay akyLuep-TvHeKonor HalyoHanbHoro BOBHHO-MeAULIHCKOTO KIIMHIYECKOTO LieHTPa «[MaBHbIi BOBHHbI KIIMHIYeCKIT rocnuTanb», T. Kues

A.0. MicnamoBa, K. MeA. H., HayuHblii COTPYAHUK OTAENEHIA HAOKPUHHOM rvHexonorn [Y «ATAT um. akag. EM. Jykbarosoit HAMH Ykpautbi», THY «LMT HAH Yxpaunbi», r.kues
(C.B. 0BuapeHKo, k. Mef. H., Bpay aKkyLuep-rvHeKonor, VIHCTuTyT nnactinueckoit xupyprum «Buptyc», . Ogecca

HeB3vpas Ha cpaBHUTENbHO HEBOABLLYIO JOITH0 B CTPYKTYPE NPUUMH OeCnnioAns, rneproHaAoTponHbIii runoroHaau3m (IT) ABNAETCA 0AHON 13 CaMblX CIOXHbIX 33434 B PENPOAYKTUBHOI MeANLMHE.
[IvarHocTiKa XpomocomHbix NpUuMH [ YacTo NPOVCXOAUT O 3HAYNTENbHbIM 0M03AaHIEM. 3T0 00YCNIOBAHO PACTPOCTPaHEHHBIM CTepeoTinoM 06 06A3aTenbHOM NPUCYTCTBIUM APKYX GeHOTUNIMYECKMX
NPU3HAKOB (€BHYXONAHbI TUN TENOCTOXEHNA, KpbINOBUAHbIE CKNGAKI Ha Luee). B 0630pe AeTanbHO paccMOTpeHb! AaHHbIE COBPEMEHHbIX UCCEA0BAHIIA 1 KAMHVYECKYX PEKOMEHAALMIA N0 AMarHOCTUKe
Haubonee pacnpocTpaHeHHbIx XpOMOCOMHbIX NpuunH [Ty xeHLnk (curapom Lepewesckoro-Tepepa (CLIT)) ny myxunt (curapom Knaiindenstepa (CK)).

(LT — xpomocomHad natonoris, CBA3aHHad C NOMHbIM MW YaCTUYHBIM OTCYTCTBIEM OAHOV X-XPOMOCOMBbI 1t CONPOBOMAAIOLLIAACA OLHM WA 6018 KAMHINUECKVM NPOABNeHUeM. Julam ¢ Noso3peHnem
Ha CLUT HeobxoauMO NPOBECTY KAPUOTUNMPOBAHHE Kak MUHUMYM 20 KNeToK (Matepuan — BeHO3Had KPOBb). IT0 N03BOAAET ONpeaeNuTb kapuoTin 45,X, CTPYKTYpHble aHOManii X-XpoMOCoMbl v
MO3aULVI3M, ECAN OH MpHcyTCTBYeT B 6onee uem 10% kneTok. Ecnm nogo3pesaetca Mo3anutas dopma CLUT, Ho 0Ha He AvarHoCTVPOBaHa N CTaHAAPTHOM KapvOTUMIUPOBAHIN, BO3MOXHbI BaPUAHTHI
IICCNIeNIOBaHMA 60MbLIETO KOMMUECTBA KNETOK U MpUMeHeHVe dyopectieHTHoiA rubpuau3aun in situ (FISH). BaxHo BepudMLIMPOBaTb MO3aUUHbIE HOPMbI, 0COOEHHO B CTYUAAX HaNMUIA KNIOHA C
Y-xpomocomoii npu CLLIT, nocKoAbKy Takoii KapuoTIn HeceT NOBbILLIEHHbIE PUCKY Pa3BUTHA roHag00nacToMbl. MpumeHeHue metoga FISH yBennuvsaeT 3gdeKTMBHOCTb AUArHOCTUKY M03aUHbIX GOpM
aHeynnouani.

[lepBInYHbIV TINOTOHAAV3M Y MyXXUUH — HEAOCTATOYHOE 00Pa30BaHIe TECTOCTEPOHA 1 HAPYLLEHYE CepMaToreHe3a BCIACTBYE NATONOM FOHAA. XPOMOCOMHbIE MPUUMHbI NEPBUYHOTO FUMOroHAAU3MA
I HeoOCTPYKTVBHOI a300CNepMUY COCTABAAT 0K0N0 15% 1 BXOZAT B 00A3aTeNbHbIA Nepeyerb AnarHocTuyeckinx 0oceaoBanuit. CK 3HaunTenbHo Yallle AvarHOCTUPYETCA € 0N03AaHNeM N0 CPABHEHIIO C
CLUT. OcHoBHbIM MeToAOM AnarHoCTUKM CK ABNAETCA KapuoTunMpoBaHUe ¢ npumeHeHrem MeToaa FISH And BblABAEHIA MO3aUYHbIX GOPM.

Takim 06pa3om, LuToreHeTuyeckoe UCcenioBaHe (kapuoTuNMpoBaHkie) ABNAETCA NepBOii NuHvelt 06CTA0BaHIUA ANA XEHLLVMH 1 MyXUiH C nepBIdHbIM (HeaTporeHHbiM) [T. Tpumeterye meToga FISH
YBENMUYUBAET IOOEKTUBHOCTD AUATHOCTUKIA MO3UUHbIX GOPM aHeyNOUANIA MOSIOBbIX XPOMOCOM.

Knioueble c110Ba: rneproHaaTpONHbIii rnoroHaayam, NpexaeBpenMeHHas HeAoCTaTOuHOCTb ANYHUKOB, aMeHopes, Becnnioaue, a300Cnepmis, KapUoTUMIPOBaHHE, MO3aUL3M, GAyopeclieHTHaA
rubpuayu3auma in situ, FISH.

CHROMOSOMAL CAUSES OF HYPERGONADOTROPIC HYPOGONADISM IN WOMEN AND MEN

Literature review

0.A. Burka, PhD, associate professor, Department of Obstetrics and Gynecology No. 1, A.A. Bogomolets National Medical University, scientific consultant of the DILA medical laboratory, Kyiv
L.P. Kuzmuk, PhD, obstetrician gynecologist, National Medical Military Clinical Centre “Main Military Clinical Hospital’, Kyiv

G.0. Islamova, PhD, researcher, Department of Endocrine Gynecology, SI“0.M. Lukyanova IPOG of the NAMS of Ukraine’, SSI“CIMT of the NAS of Ukraine”, Kyiv

S.V. Ovcharenko, PhD, obstetrician gynecologist, Institute of Plastic Surgery “Virtus’, Odesa

Despite the relatively small portion in the structure of the infertility causes, hypergonadotropic hypogonadism (HH) is one of the greatest challenges in reproductive medicine. Diagnosis of HH chromosomal
causes often occurs with a significant delay. This is due to the widespread stereatype of the necessary presence of typical phenotypic characters (eunuchoid habitus, pterygoid folds on the neck). This review
deals with clinical recommendations for diagnosis of the most common chromosomal causes of HH in women (Turner syndrome (TS)) and in men (Klinefelter syndrome (KS)).

TSis a chromosomal pathology associated with the complete or partial absence of one X chromosome accompanied by one or more specific phenotypic features and comorbidities. Persons with suspected TS
need to have karyotyping of at least 20 cells (venous blood material). This allows determining the karyotype 45,X, structural anomalies of X chromosome and mosaicism if it is present in more than 10% of the
cells. If the mosaic form of TS is suspected but not diagnosed with standard karyotyping, options for investigating more cells or fluorescence hybridization in situ (FISH) are possible. It is important to verify the
mosaic forms, especially in cases of a clone with Y chromosome in TS, since such a karyotype carries an increased risk of gonadoblastoma. FISH increases the diagnostic rate of mosaic forms of aneuploidy.
Primary hypogonadism in men s the insufficiency of testosterone synthesis and spermatogenesis failure due to the pathology of gonads. Chromosomal causes of primary hypogonadism and nonobstructive
azoospermia account for about 15% and are included in the mandatory list of diagnostic examinations. The variants of karyotypes in KS and their clinical manifestations are considered. KS is much more often
diagnosed with delay compared to TS. The main diagnostic method for KS is karyotyping and using FISH to detect mosaic forms.

Thus, cytogenetic testing (karyotyping) is the first line of examination for women and men with primary (non-iatrogenic) HH; the use of FISH increases the diagnostics efficiency of mosaic forms of sex
chromosome aneuploidy.

Keywords: hypergonadatropic hypogonadism, premature ovarian failure, amenorrhea, infertility, azoospermia, karyotyping, mosaicism, fluorescence in situ hybridization, FISH.
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