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Bpomxkeni Ta cnaakoBO OOYMOBJIEHI 3aXBOPIOBaHHS Yy CoOOak BHUBYEHI
HEJI0OCTaTHbO. AHOMAJTIT,sIKI BUHUKAIOTh B eMOPIOHAILHUN TIEP10Jl PO3BUTKY TBapHH,
MPU3BOJUTH 10 MOpYyLIEeHHs ctareBoro po3BUTKY (disorders of sexual development,
DSD). Arenesis, amiasis YW TINOIUIa3is, MOPYWEHHsS MOpP(OIOrii3oBHINIHIX Ta
BHYTPIIIIHIX CTATEBUX OPTaHIB MOXXYTh MaTH SIK HE3HAYHHM, TaK CYyTTEBUI HETaTHBHHMA
BIUTMB Ha pernpoaykuiro. [lonpu ix He3HaAUHE MOIIMPEHHS XBOP1 TBAPUHUHENPUIATHI
710 BIATBOPEHHS, IEPEBAXKHO MOTPEOYIOTh JIIKYBaHHS, BTPAYatOThCSI MOMXKIMBOCTI JJIS
CeJIeKIIHO1 poOOTH 3 HUMHU [2].

Merta pobGotu — 3’dcyBaTH JIedKI OCOOJMBOCTI TMAaTOTE€HE3y BPOJKEHUX
MAaTOJIOTIH Y cO0aK, 110 € MPUYNHOIO X HETUTITHOCTI Ta METOH 1X 1arHOCTUKH.

€ KiJIbKa BaXJIMBUX €TaIllB BAriTHOCTI TOPYIICHHS SIKUX BIUIMBA€E HA PIBEHb
BPOJIPKEHUX MATOJIOTIH. Y Mpolieci 3arTiJHEHHS 1 yTBOPEHHS 3UTOTH, OAHIEIO 3 TPUYUH
nosieBu DSD € xpomocomMHI TaToJIOTii BHACHIIOK MOPYIIEHHS Kapiotumy. Tak,
HACJIJKOM TOPYIIEHHS MeHo3y y OaTbKiB € aHEYIUIOilisl CTAaTeBHX XPOMOCOM
HaIllaJKiB, fKa 1HKOJW € TPUYMHOI eMOpiOHaJIbHOI CMEPTHOCTI, aje dYacTime
MPU3BOJUTH 10 TAKUX MOCTHATAJIBHUX MATONOrIH K cuHApoM XXX (TpucoMid 3a X
xpomocoMoro), XXV (cunapom Knaitndensrepa), X0 (cunapom IllepemeBcbkoro-
Tepuepa). HasiBHICTb CTPYKTYpHHUX 3MI1H XpOMOCOM IOB’s13aHa 13 TEHHUMH MyTallisIMU
Ta MO3AIM3MOM Yy TMOAAIBIIOMY MOXE CTaTH NPUYMHOIOTAKUX YCKJIATHEHb SK
repMappoauTH3M yu ncegorepmadpoauTusm [1].

Takox BaXXJIMBUM € MEPI0j] CTaTeBOro AudepeHIitoBaHHs eMOpIOHIB 1 MIIOAIB.
OCHOBHMMHU TE€HaMH, SIKi BU3HAYAIOTh (POpMyBaHHSA CIM STHUKIB YU SIEYHUKIB €
BianoBigHO, SOX9 1 B-kaTeHiH. B 3amexHOCTI BiJl TOrO, SKUH 13 HUX IEpeBakae Ha
MIEBHOMY €Talll pPO3BUTKY, BiH 1 TUPYHIYE B SAPO Ta PETYIIIOE€ TPAHCKPHUIIIIIO PI3HUX
T'eHIB sIKI BU3BHAYaTUMYTh cTaTh. CTaTeBa qudepeHitiallisi 3a 40JI0BIYUM THIIOM Y COOaK
CIIOCTEpIraeThecsl BXe Ha 36 n00y recrarii. [Himiatopom € ren Y-xpomocomu SRY,
KU 3a B3aemoii 3 renamu SF-1 ta FGF9, iHimiroe ckiagauii iIHTEpaKTUBHUHN KacKal
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T€HEeTUYHUX CUTHAJIIB cpsAMOBaHMX Ha TeH SOX9, skuii 1 1HII1I0€ YTBOPEHHSI KJIITUH
Ceproni. SOX9 nonmatkoBo mpurHiuye airo Wnt4d 1 FOXI2, BaxiuBl TeHH sl
dhopmyBaHHs ss€uyHUKIB. biok SF-1 Takok CTUMYITIOE MOSBY 1HTEPCTUIIIATBHUX KIIITHH
(JIeiiaura), K1 BUAUISIIOTh TECTOCTEPOH, YNM CTUMYJIIOIOTH J03piBaHHS BonbdoBux
npotokiB.  ®DepmeHT  S-anbda-penykraza  MEPETBOPIOE  TECTOCTEPOH B
JUT1IPOTECTOCTEPOH — OCHOBHUM aHAPOTEH, BIAMOBIAAIBHUNA 32 CTUMYJISIIIO
PO3BUTKY  ypOTEHITAIbHOTO CcHHyca (YTBOPEHHSA TMEpEeAMIXypOBOi  3ajo3H,
YpeTpH,IPYTHS, KATUTKH). BIUIMB 1IUX TE€HIB 1 TECTOCTEPOHY TAKOX BU3HAYAE 1 TIPOIIEC
OITyCKaHHs CiM’sTHUKA y KamuTKy[3].

CrateBa nudepeHmianis 3a >KIHOYMM THIIOM BiIOYyBa€TbCs 3aBISKH TEHY
RSPO1, skuii 6e3nocepenHbo Ta depe3 aktuBamiro reHy Wnt4 mie nma [-Catein
CTUMYJIOE PO3BHUTOK S€YHHUKIB. [HIIMM NUISIXOM aKTHBalii PO3BUTKY SE€YHHUKIB €
FOXL2. Cympecopri OidK{, aKTHBOBaHI 3a >KIHOUYMM THUIIOM, TEPEIIKOKAIOThH
aKTUBHOCTI OUIKIB 3a wyosioBiuuM: Wnt4 depe3 aktuBamito DaxIB X-xpomocomi
npurniuye ¢ynkuii SF1; FOXL2 3B’s3yerbea 3 SOX9 1 3ano0irae #oro akTuBaiiii.
Hapemri, Rspol Takoxx npurHiuye 4osoBiuy AudepeHIiaiito, a npuraideHHs Rspol —
MPU3BOJUTH 0 YTBOPEHHSI CIM’SIHUX KaHAJIBIIIB Y TKAHUHI SI€YHUKA.

3a BigcyTtHOCTI KiiTHH Jleiaura 1 cynmyTHIX aHzporeHiB Bonib(poBi MpoTOKH
perpecyroTb, a MIoiepoBl — pO3BUBAIOTECS B MaTKOBI TPyOU, MaTKy 1 KpaHIaJbHY
MiXBYy. YPOreHITATbHAN CHHYC PO3BUBAETHCS B KaylajdbHy YaCTUHY MIXBH, MPUCIHOK
MIXBH, KJIITOP, BYJIbBY.

3HayHa KUIbKICTh aHOMAJIN CTaTeBUX OpPraHiB MOKE BUHUKATH y IIeH Mepiojl.
Hanpuknazn, anomansHe ayomtoBanHs Wnt4 y mrofeil oB’sI3yI0Th 31 3MIHOIO CTaTl 3
YOJIOBIYOI Ha KIHOUY, TOJ1 K BTpaTa (pyHKLil Wnt4 BUKIMKaAEe 3MiHY CTaTi 3 KIHOYO1
Ha YOJIOBIUY.

Kommnekcna pniarHoctika DSD y co0ak OpoOBOAUTHCA 3a pe3yibTaTaMu
KJIIHIYHOTO, JabopaTopHUX (TOPMOHAIBHUX, KaplOTHITYBaHHS, TIiCTOJOTIYHUX) Ta
iHcTpyMeHTanbHUX (Y3][] Ta peHTreHoJoriyHOro) MoCiiKeHb. OCHOBHOIO METOIO
IUX JIOCHIDKEHb € BH3HAYCHHS BIAMOBITHOCTI ()EHOTHUIIOBOTO, TOHAIHOTO,
TOPMOHAJIBHOTO Ta TEHETHYHOTO KPHUTEPIiB CTaTi, 3a pe3yJibTaTaMH SIKUX TBapUHA
MOK€E OTPUMATH CTaTyC CaMKH, CaMIls, IBOCTaTeBOi (repMadpoant) uu 6e3cTaTeBoi.

Haii6inpim BaXMMBUM € JIOCTIHKEHHS TEHETHYHOTO KPUTEPIIO: IMPOBEICHHS
LUTOTEHETUYHUX (Kap1OTUITYBaHHS) Ta MOJEKYJISIpHO-reHeTHUHUX (Hanpuknaz, [TJIP-
TECTU Ha Sry) TECTIB Kl JO3BOJISIOTh BCTAHOBUTH KaplOTHM (B HOpMI KaploTHI 1ica —
78,XY; cyku — 78, XX) Ta BUSBIATH YIIKOKeHHs cTpykTypu JJHK.

Bpomxeni Ta cmaakoBo OOYMOBJIGHI MAToOJIOTIi cOo0aKk $KI BUHUKAKOTH Y
eMOpIOHaIBbHUN TeploA TPU3BOAUTH [0 TOPYIIEHHS CTAaTEBOIO PO3BUTKY 1
HEIUTIAHOCTI co0aK y moaanbmoMy. PU3MKM BUHUKHEHHS [IUX NATOJIOTIA y HaIlaIKiB
y BEJIMKINA Mip1 3aJIeXKaTh BiJl HOPMAJIbHOTO UM MOPYILIEHOTO MEHO03y raMeT y CaMHUIIb 1
CaMIliB Ta BIJICYTHOCTI TMOpPYIIEHb CTaTeBOi audepeHIiamnii y ImIoAIB TMiJ dac
BaritHocTi. JllarHOCTMKAa TaKWX aHOMAaJli TIOBMHHA BKIIOYATH IPOBEICHHS

[IUTOTEHETUYHUX Ta MOJIEKYJISIPHO-TEHETHUYHUX JOCIIPKCHb.
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