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KAIHIMHMM Kenc

I.I. AHapikeBuny, H.l. Cinuyk, B.1O. INacik

BiHHMUBKMIA HaLlIOHAABHUIA MEAMYHUWIA YHIBEPCUTET
! imeHi M.I. MNuporosa

Biosroriyna cratp mognnn — 11e aHaToMO-(hi3i0I0TiYHi Ta reHeTUYHI 03HAKH, 10 JIOTIOMATAIOTh BiZIPI3HUTH YOJIOBIUNiA
opraHiam Bijz skinouoro. Po3pi3Hs10Th TeHeTHURY, roHa/IHY i heHoTUOBY craTh Joanau. CrareBa audepeHitialiis — 1e
[IPOIIEC PO3BUTKY, I/ 4ac sIKOro (hopMyeThest GiooriyHa 4oJI0Biva YM JKiHOYa CTaTh, BOHA BiAOYBAETHCS Ml BILIMBOM
IeHETUMYHUX Ta TOPMOHAJIbHUX YMHHUKIB il Yac PO3BUTKY ILIOAY. Y 3B'S3KY 3 UM Oy/b-sIKi IOUIKOMKEHHS Ha [[bOMY
eTari MOXKYTb IIPU3BECTH /IO TIOPYIIEHHS CTATEBOIO PO3BUTKY Hapo/pkeHoi autuHu. [lopyiienns crateBoi qudepeHniia-
Iii — 11e KOMIIEKC MEINYHIX CTAHIB, 32 SIKMX BiZI0YBAETHCS HEY3TOKEHICTh MisK TEHETHYHOIO, TOHAJHOIO Ta (heHOTUIIO-
BOIO CTATTIO JIO/INHU.

Inkonu y miteit, siki HAPO/KYIOTHCS 3 TIOPYIIEHHSIM ArdepenTIiarii cTaTi, CKJIa[HO Bi3yaJlbHO BU3HAYUTH iXHIO CTATh
BHACJIIZIOK aHOMAJIbHOI, HeBU3HAUEHOI Oy/OBM 30BHINIHIX CTaTeBUX OpraHi. Hampukiaja, BOHM MOKYTb MAaTh BUIJISII
rinepTpodoBaHUX BEJUKUX cTaTeBuX ryb Ta/abo rineprpodoBaHoro KaiTopa i BizcyTHicTh si€40K abo, HaBNaKH, CTaTeBi
Opraful JUTHHU MOKYTh MaTH HOPMAJbHIN 30BHINTHIN BUIJISI, YTiM, TIPH 1[bOMY MOKYTb OYTH HEMPABUJIBHO PO3BUHEH]
BHYTPIIIHI CTaTeBl Opraiu.

AbW BU3HAYUTH, SIKY TPOMAJISTHCHKY CTaTh 0OpaTh AUTHHI 3 TOPYIIEHHIM CTaTeBOl Andepenttiarii, CJriI TPOBECTH HU3KY
o6cTeKeHb, 30KpeMa reHeTuuHuX. [lopylieHHs crareBoi AudepeHiialii € CKIaIHO0 MeANKO-COIIalIbHOW MpobJaeMoto, B
SIKiH 3asyyera My IbTUAMCIUILII HAPHA KOMAH/Ia JTiKapiB Ta cim’st martienta. B gawniii craTTi onurcano KAiHIYHUIT KeHC AUTUHY
3 OpyIIEHHAM cTaTeBoi Andepenialiii Ha etarnax Bepudikaiii giarnosy. Mixxancuumiinapuui miaxijz € HeBij'eMHOIO yac-
THUHOIO CYTIPOBOJLY IUTUHU 3 MOPYIIEHHSAM CTaTeBOl audepeHiiiallii, jie CIijibHi 3yCUJLIs JIiKapiB, ICUXOJIOTIB, TTe/IaroriB Ta
iHmmx GaxiBiiB CHPUAIOTH CTBOPEHHIO IHKIIO3UBHUX Ta GE3IeUYHMX YMOB /ISl PO3BUTKY KOKHOI JIIOIMHU.

KimoyoBi cnoBa: crath, cTaTeBUil PO3BUTOK, IOPYIIEHHS CTaTeBOI andepeHtiiaii, kapioTuir.

CyKyHHiCTb AHATOMIYHUX, (Di3i0TOTIYHUX Ta reHe-
TUYHUX O3HAK Bi/IPI3HSIOTH YOJIOBIUNII OPTaHi3M
BiJl ’KIHOYOTO, MOKYTb 3aCTOCOBYBATHCS OKPeMO abo
B KOMILJIEKCI i1 ieHTudikaiii Ta po3pisHeHHs 4o-
JoBika Bix JKinku. biosoriyna crarb JIOAUHUA —
CKJIQJIHIH KOHIIEIT, IKUH OXOILIIOE O10JI0TIUHI, COIi0-
KyJIBTYpHI i1 ocobucti acriextu. TTOHATTST cTaTi Mae
TAKOK COIIOKYJBTYPHUM acrekT (TreHjepHi poJii Ta
inenTuaHicTH) [3].

@opmyBaHHs CTATI JIOAUHA BU3HAYAETHCS CYKYII-
HIiCTIO O3HAaK (TeHETUYHA, TOHAIHA, TOPMOHAJIBHA, COMa-
TUYHA, IICUXIYHA, MACTIOPTHA Ta COIliajibHa cTaTh) [2].

lereTnyna ctaTh 3a7€KUTH Bijl XPOMOCOMHOI KOH-
crutytiii cnepmarosoifa (X uu Y) Ta hopMyeThes Ipu
YTBOPEHHI 3UTOTH.

TonasiHa cTaTh BU3HAYAETHCS IPYIIOIO IeTePMiHYTO-
YUX YUHHUKIB Ta (DOPMYETHCS TPUOIU3HO HA 7-My
THKHI BHYTPIITHBOYTPOOHOTO PO3BUTKY B eMOpioHA
YOJI0BIUOi cTaTi Ta Ha 8—9-My TUIKHI B eMOPiOHA JKiHO-
4oi cTari.

TopMonasnbHa CTaTh 3aJEKUTH Bifl TUITY TOHAAN i
CIIEKTPa TOPMOHIB, SIKi BOHA ITPOYKYE.

Denotunosa (coMaTnyHa) cTaTh (POPMYETHCS 10
20-ro THKHS TeCTallii Miji BIVINBOM CTaTEeBUX TOPMOHIB
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TabAMLS
Kracudpikauis nopyueHb crateBoi audpepeHuiantii
MCA
I. XpomocomHe 1. 46, XY 1. 46, XX
[NopyLueHHs po3BUTKY roHaA (9€40K): [NopyLueHHs po3BUTKY FroHaA (9€YHUKIB):
45, X 1.lNoBHa aAn3reHesis roHaa (cuHapom Ceaepa) 1. OBoTecTukyaspHe MNCA,
(cuHapom TepHepa 2.YacTkoBa AM3reHesis roHaa 2. TectukyasipHe TNCA (Hanpukaaa, SRY+,
i BapiaHTH) 3.ToHaaHa perpecis Aynaikauis SOX-9)
4. 0OotectnkyaspHe MCA 3. Am3reHesis roHaa
[NopyLleHHs CMHTE3Y aHAPOreHiB abo TXHbOT Aji: HaaAMLWIOK aHApOreHiB:
1. AebekT GioCHHTE3y aHAPOTEHIB (HaNpUKAAA, 1. BHYTPIiLIHbOYTPOGHMI (HanprKAaa, aedi-
Aeiumt 17-HSD, 5a-peaykTasm, myTtauii StAR) umt 21-HSD, 11-riapokcmaasm)
47, XXY 2. AedbekT aii aHAporeHiB (Hanpukaaa, CAIS, PAIS) 2. MeTtonaaueHTapHuin (aediumT apomaTasm
(cuHapoMm KaarHdeabTepa - A APOTe P A, AL, . ’ » b Acil P !
i BapianTy) 3. Aecbextu peuentopiB Al (Hanpukaaa, rinonaasis, P450 okcuaopeaykTasm)

anAasist KAITUH Aeiaira)

4. AecbekT AMI i peuentopisa AMI (cMHApPOM

3. MarepuHCcbkUi (AloTeOMa, eK30reHHUI
TOLLO)

NMepcUCTEHLLIT MIOAAEPOBUX MPOTOK)

45, X/46, XY (3miwaHa
AM3reHesis roHaa,
oBoTecTnkyagpHe MNCA)

IHWi (Hanprkaaa, atpesia nixsu, MURCS
(aHOMaAIS MIOAAEPOBMX MPOTOK, HUPOK,
LUMIAHO-TPYAHOTO CErMEHTA), iHLLi CUHAPOMM)

46, XX/46, XY (xumepuu-
HE, OBOTECTUKYASIPHE
rnca)

Mpumitka. Al — AloTeiHi3yBaAbHWUI ropMOH; AMIT — aHTUMIOAAEPIB FOPMOH.

i BU3HAUYAETHCS Yy HOBOHAPOKEHUX 3a OYI0BOIO
30BHIIIIHIX CTATEBUX OPraHiB, a MOYNHAIYU 3 TTybep-
TATHOTO TIEPIO/LY, — TAKOK 32 OCOOTMBOCTSIMI BTOPUH-
HUX CTaTeBUX O3HaK.

[Icuxiuna ctaTh hopmyeThes 10 2—3 pokiB, ande-
peHitiailist Bif0yBaeThCsi BHYTPIMIHHOYTPOOHO ITifT
BIIJIUBOM CTAaTEBUX TOPMOHIB HA BUIII Ta IMiIKiPKOBI
nentpu [THC.

IpomazisiHCbKA CTaTh TPU peecTpallii HOBOHAPO/I-
JKEHOI JINTHHY BU3HAYAETHCST 32 (DEHOTUTIOBOIO, TOOTO
3a 30BHINTHIMU CTAaT€BUMH OpraHaMH JUTUHU TPHU
HapojkeHHi. Came BOHaA B [IiTell i3 TOPYIIEHHSM CTa-
teBol aucepentiarii (IICJ]) norpedye BcebiuHOTO
06CTeKEHTST.

CorriasbHa cTaTh BU3HAYAE CTATEBO-POJILOBY TTOBE-
JIHKY Ta GOPMYETHCS B TIyOEPTATHOMY BIITi.

OmHuM i3 HANCKIAAHIINX i HATMEHTIT 3PO3yMIJINX
st € IICIT (tabuuist) [3]. TlopyiieHHST MOKYTb
CHPUYUHUTH TeHeTUYHi, OIOJOriyHi Ta eKOoJOriuHi
YUHHUKH, SKi BIUTMBAIOTH HA (DOPMYBAaHHSA CTATEBUX
OpraHiB i TeH/IepHy ileHTHYHiCcTh. Ha 1yMKy excriepris,
Bix 0,05 1o 1,70 % HaceTeHHST HAPOIKYETHCS 3 O3HA-
xamu 1IC/I [3].

[Topymienns crareBoi amdepeHiiialii OXoIIoe
TpyIy BPO/KEHUX, PI3HUX 32 €TIOJIOTIEI0 Ta ITaToTeHe-
30M 3aXBOPIOBAaHb PEMPOJYKTUBHOI CHCTEMH, 32 SIKUX
HasBHA HEBI/AMOBIIHICTh OJIHOTO YK KIJIBKOX KOMIIO-
HEHTIB, 1[0 BU3HAYAIOTh cTaTh. [lopylieHHs ctaTeBol
madepeHIianii MOKYTh IarHOCTYBATU B OY/Ib-SIKOMY
Billi, ajie yacrine — IIPU HAPOJKEHHI 4n B Tepiofi
cTaTeBOro zo3piBanHsd. KiiHiYHO pPO3pi3HAIOTL ABI
opmu: 3 aHOMaIbHOIO OYI0BOIO 30BHIIIHIX CTATEBUX
opraHiB Ta 6e3 Takoi aHoMatii [4].

¥ 2000 p. #Ha 6asi MeauKo-TeHETHIHOTO IEHTPY
HamnionanbHoi auTa4ol crieriaizoBaHoil JiKapHi
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«OXMAT/IUT> MO3 Ykpainu 3amoyaTKOBaHUA
peectp miteir i3 IIC/l. Kpurepisimu 3amyueHHss B
peecTp € HempaBuibHa abo HeBU3HauYeHa Oy10Ba
30BHIIIHIX CTaTEBUX OPraHiB Ta/abo HEBiAMOBIAHICTD
TOHAIHOI cTaTi XpoMocoMHi. [leit peecTp moeaHamu 3
PEECTPOM XBOPUX YKPAIHCHKOTO HAYKOBO-TTPAKTUUYHO-
ro IEeHTPY eHJOKPUHHOI Xipyprii, TpaHCIJIaHTaIlil
eHJIOKpUHHUX opraHiB i Tkanun MOJ3 Ykpainu. /litsam
i3 TIC/I mpoBoinIN [eTasibHe IUTOTeHETHYHE 0OCTe-
’KeHHs. baza jannx mictuTh iHdopmartiio mpo 682 xBo-
pux, 30kpema 3 xpomocomanm [IC/ — 357 (52,3 %)
niteit, 3 nux 303 narienTtu i3 cungpomom Teprepa, i3
46, XY IICA — 119 (17,5 %), i3 46, XX — 206 (30,2 %),
i3 aux 185 miteit i3 [1C/] yHacmimok BpoIKeHOI rimep-
1a3ii HaiHUPKOBUX 3as103 [1].

[ITozmo TepmiHOIOTIT, TO BUBUECHHS JIiTEPATYPH 3 ITi€l
TeMaTUKN BUSIBUJIO TaKi TEPMiHU: TIOPYIIEHHS CTaTeBO1
nudepeHItialiii, inTepcekcyasiam Ta repMadpoUTU3M,
aJie 3TiJTHO 13 Cy4acHOIO HayKOBOIO JIiTepaTypolo aKTy-
AJTbHUM € TEPMiH <IIOPYIIEHHS cTaTeBoi AndepeHitia-
1ii», xoua B MizkHapozHiil kiaacudikaiii xsopob 10-ro
neperssiay KomoMm Q 56.0 mosmaueno repmadpon-
TU3M, He Kiacu(ikoBaHWil B iHIIUX PyOpUKax.

Pinkicuoro gopmorio I1C/I, 3ymMmoBIeHOT0 aHOMATTIETO
reHeTnuHoi crari, € oBorectukyJsipue [IC/I, 3a stkoro
B JIIOJIMHU HasgBHI TOHA/M JKiHOYOI Ta Y0OJIOBIUOI CTaTi,
y TKaHWHAX S€YHUKIB — (OJiKyJu, a B TKaHUHAX
SI€UOK — ciM’siHi KaHasbIi. BoHu MoxkyTh O6yTH cop-
MOBaHI OKPEMO O/INH BiJl OJTHOTO, ajie B JIeSIKUX BUTIA/I-
KaX Y XBOPUX BUSBJSETHCI «OBOTECTUC» (HASBHICTD
TKaHUH 000X CTAaTeBMX 3aJI03 B OJHOMY oprasi) [2].
Osorecrukynsgpue IICI moxe OyTH HacaiIKOM:
1) ninenns ogHiel ANMEKTITUHY 3 TIOJIATBIIIM 3aTLIi/[-
HEHHAM KOKHOI, YTBOPEHHSIM [BOX 3UTOT 1 IXHIM
3JIUTTAM HA TIOYATKY PO3BUTKY; 2) 3aITiTHEHHS SAlitie-
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KJTITUHU JIBOMA CIIePMATO301/IaMU 3 TTO/IaJIBIITUM TPH-
COMIYHUM 30epeKEHHSIM B OfIHiIT 260 KIJIBKOX JTOUiPHIX
KJITUHAX; 3) 3JTUTTS JABOX SUIEKJITUH, 3L/ IHEHUX
CIepMaTo30i/laMi, 3 YTBOPEHHSIM TeTparamMeTHyHOl
XuMepH (SIKIIO 37IMBAIOTHCS O/IHA YOJIOBiUa Ta OJ[HA
Kinoua 3urotn); 4) mytaitii reaa SRY [5]. Cramn 308-
HIITHIX 1 BHYTPINIHIX CTaTeBUX OPTaHiB y 1IbOMY BUTIA/I-
KY 3aJIe;KUTD Bijl (DYHKITIOHATHHOT aKTUBHOCTI TKAHU-
HU SIEYOK Y BHYTPIIIHBOYTPOOHUT TIepio . 30BHITTHI
BUTJIAN 1 3araJbHUN PO3BUTOK MOXKE BIiAMOBiAATU
KIHOUOMY ab0 YOJIOBIUOMY THILY, ajie OyBatOTh i 3Mi-
manoro tumny. Ocranniit TpariseTbest piako [6]. 3a
JAHUMU JIiTEpaTypH, OMKUCcaHo BChoro 156 BUmMaaKiB
oBorecturysaproro 11C/l. Ilopymutn HOpMaThHUI
PO3BUTOK CTATEBUX OPTaHiB IJIOY MOXKYTb €H/IOTeHH1
(30Kkpema reterryi) a6o eksorenti ynHHUKNA. CTYIIHD
BipMJIi3allii 30BHINIHIX CTaTeBUX OPraHiB 3a IIKAJIOI0
IIpanepa 3amexuTh Bijl TEPMiHY BILIMBY 3a3HAYeHUX
YUHHMKIB, IXHBOI TPUBAJIOCTI Ta iHTeHCcUBHOCTI. Has-
JIUTIIOK aH/IPOTEHIB /10 14-T0 THKHS TecTallii B 1iBYaATOK
CIIPUYUHSIE 3POIIEHHST T'yOHO-KAIUTKOBUX CKJIAJIOK,
nicasg 14-ro TWKkHSA — Julie rinepTpodiio KIiTopa.
Bipusizarnis 3auinae mnepeBa)kHO 30BHIIIHI cTaTeBi
Opranu, TOMY IO /Ui audepeHtiarii BHYTPINTHIX
CTaTeBUX OPraHiB 3a YOJIOBIYMM THUIIOM HeOOXiTHA
BUCOKA KOHIIEHTpaIlist TectocTepony. Habip xpoMocom
pu oBorectukyJsipaomy [1C/l y 60—80 % xBopux —
HopmasbHuil kinounii (46, XX), y 12 % — gonoBiuuit
(46, XY), y 14 % — 46, XX /46, XY, y pertn — Mo3a-
iuni BapianTt; 45, X/46, XY un 46, XY /47, XXY.
JluepeHIliroBaHHs TOHA/ 32 JKIHOYUM THUIIOM Bifi0y-
BAETHCS 32 BiZICYTHOCTI B TeHOMi MaTepiamy Y-Xpo-
MOCOMU, SIKa MiCTUTb JIeTePMiHYIOUN YOJIOBiUYy CTaTh
rer SRY, ta 3a HasgBHOCTI 1BOX X-XpoMOcoM [7].

Y 90 % BumaakiB moYaTKOBUM BHUSIBOM OBOTECTH-
kyJsissproro IICJ/] € HeomHO3HAYHICTD TeHiTAIIH, XOUa
PIZIKO TPAIJISTIOTHCA TeHITai1, XapaKTepHi /1151 *KiHOYO1
a00 YOJIOBIYOI cTaTi, a CTYIiHb IXHbOI HEBU3HAYEHOCTI
3aJICKUTH TIEPEBAYKHO BiJl KITBKOCTI TECTOCTEPOHY, IO
BUPOOJISIETHCS] TKAHUHOIO SI€UKA MisK 8-M 1 16-M TrK-
HeM BaritHOCTI. [TommpeHoo € HastBHICTD J1abi0CKPO-
TAJBHUX CKJIA/I0K. HacTo TparIsieThes 1MaxoBa Ipuska.
PosramtyBantst ToHaj OyBa€e OliarepajibHUM, KOJIU
00uaBi roHanay npezicrasieni oporectrcamu (30 %),
VHIJIATEPATbHUM, KOJHU 3 OJHOTO GOKY OBOTECTHUC, a
KOHTpaJIaTePaJIbHO PO3TAITIOBAHN HOPMAJIBHUI s1€U-
HuK (50 %) abo s1€UKO, JTaTepasbHIM, KOJIA 3 OHOTO
GOKY sI€UKO, a 3 iHoro — steunuk (20 %). Ipu oMy
SIETHUKN YaCTillle Po3TanoByiOThest 37iBa (76,5 %),
a oBorectucu Ta sieuka — crpana (60,3 %). Cami oBo-
TeCTHCH MOKYTh MaTh uepeBHe (50 %), maxose (26 %)
i ckporomabianbhe (24 %) posrainryBants |2, 6].

Onniero 3 mpuunn [IC/] € Bpomkena aucyHKItis
Kopu HagHUpKoBUX 327103 (BAKH3) — rpymna 3axso-
pIOBaHb, MO MalOThb aBTOCOMHO-PEIECUBHUN THUII
yCTIaAKyBaHHs, BUHUKAIOTh YHACTIIOK /1eheKTiB pi3-
HUX (DEPMEHTIB, sIKi 6ePYTh Y4acThb B YTBOPEHHI rop-
MOHIB y HATHUPKOBUX 3an03ax (y Bunazakax [1C/] —
Haityacrine gedinut depmenty 21-rizpoxcuiasm).

N2 3—4 2023

Kuainiuno B/IKH3 BusiBIsieThest HECTIPABKHIM TIEPe/I-
YaCHUM CTaTEBUM JIO3PiBAaHHAM Y J[IBYATOK 1 XJIOMYN-
KiB, MOPYIIEHHSIM CTaTeBOro AucepeHIliioBaHHs Y
JIIBYATOK 3 BIpUJIi3AIli€I0 PI3HOTO CTYIIEH 32 IKAJI0I0
IIpazepa, ripcyTusmMom, y XJIOMINKIB — MaKPOTEHITO-
COMI€T0, TIMEPIITMEHTAIIEI0 MOIIOHKU, V BUTAAKY
coJieBTpaTHOI (hopME XBOPOOU Y JiTeil pO3BUBAETHCS
rocTpa Ha/IHUPKOBA HeJlocTaTHiCTh. [IpoBeienHs Heo-
HaTasbHOTO cKpuHinTy Ha BJIKH3 nae smory ynuk-
HYTH JIarHOCTUYHUX MOMUJIOK, BUSHAYUTH MTPUIUHY
IIC/l y niB4aToK, a y XJOMIUKIB € e(heKTUBHUM METO-
JIOM JIOKJIIHIYHOI [iaTHOCTUKU BipuJbHOI (opmMu
3aXBOPIOBAHHS, TIOJIETTITYE BCTAHOBJIEHHSI KJIIHIYHOTO
JiarHO3Y 1 TpU3HaUYeHHsI CBOEYacHoi Teparii [5].

V¥ 6ausbko 75 % ocib 3 oBorectukysstpaum [TC]T
TPAILISIETHCS MHEKOMACTis, e A1t 6n3bko 50 % ocib
(i3 46, XY) xapakTepHa MEHCTPyaIllis. Y HaIli€HTiB i3
CTaTEBUM WIEHOM MEHCTpPYalliss CTAaHOBUTH COOOT0
HUKJIIYHY remMaTypifo. BiaplimicTs gfoneit i3 mum cra-
HOM MalTh MaTKOBHiT pir a60o Matky (90 %), ocTanHs
4acTO HOPMaJIbHO PO3BHHEHA. TakKoxk TIoIInpeHa
HasBHICTH YPOTEHITATHLHOTO cUHyca. TKaHUHA S€UHU-
KiB 3a3BMYail HOPMaJIbHA, a TKAHWHA SIEYOK HalyacTi-
1ie € JUCTeHeTUYHOIO, cliepMaToreHe3 y Hill Tparis-
€Tbecd pizko [8].

JTBi Tpetutu ocib 3 oBotectukynsipaum [IC]T Buxo-
BYIOTh $IK YOJIOBiKiB. Burajikum HapojpKyBaHOCTI y
TAIiEHTIB 13 IIUM CTAaHOM BKpa# pijikicHi. Bonu 3a3B1-
Yaif MaloTh (DYHKITIOHATbHY TKAHUHY SIEYHUKIB (€ aHi,
mo y 50 % ocib 3 oBoTecTHCAMU MOKE BiZOyBaTHUCS
OBYJIAILiST), aJie IX SIEYKa HeJ0CTATHbO PO3BUHEHI, TOMY
criepmMaTorenes jy:e pijikicue sisutie |6, 8].

Ter SRY matorh 15—30 % 0cib 3 0BOTECTUKYJISTPHUM
TIC/, ane y Gimbimocti (6amsbro 70 %) kapiortwm
46, XX, i BOHM MaIOTh CiM'sIHI KaHAJBIlI MTOTIPU BiJl-
cyrHictb SRY, orske, y HUX BiOyBacTbCsA aKTUBALIis
1IbOr0 TeHa. Takoxk mommpeHi pis#i hopmu Mo3aidHOC-
Ti (15—20 %) [5]. Tpamsiorses Taki kapiotumu [TC/L:
46, XX /46, XY, 46, XX /47, XXY, XX—XY i3 myrarii-
amu rena SRY, 3MilliaHuMu XPOMOCOMHUMU aHOMaJTi-
stmu ab0 TOPMOHAIbHUMH TTOpyIeHHstMH, 47, XXY Ta
MO3aI4HICTIO Pi3HOTO cTyTeHss. OCHOBHUX KapiOTHUITiB
oBotecturysipuoro IICJI tpu: XX 3 reHeTHUHUMEU
anomasisayu (55—70 % sunagkis), XX /XY (20—30 %)
ta XY (5—15 %) [7].

Kniniunuii BUnamox

Jlutuna napojuiacs Bij apyroi BaritHocti Ha 41-i
TUKIEHD 3 Macolo Tita 3700 1, 7oBXKUHOIO Tia 54 ¢M,
OIiHKOI0 3a TKasI0t0 Arrap 7—8 Gauis. ITepebir Barit-
HOCTI — Ha TJIi TOCTPOI pecipaToOpHOi BipyCHOI iH(pex-
mii B 1-My TpuMmecTpi, anemii, 6e3cUMIITOMHOT OaKTe-
piypii. Ilix yac orjsny HOBOHAPOKEHOI AUTHHU
BUSIBJIEHO aHOMAJIbHY OY/IOBY 30BHIITHIX CTATEBUX
oprauiB — rinepTpodoBaHuil KJIiTOP, KN MaB (hopmy
HEIOPO3BUHEHOTO CTaTeBOTO YiieHa. [IpoBenieHo yibt-
pasBykoBe jocipkenns (Y 3/1) opraniB Masioro taza
Ta 30BHINTHIX CTATEBUX OPTaHiB: Bi3yasi3yBaBcs MeHIC
3 IBOMa IeYepucTUMHU TiJlaM1; MaTKa He Bi3yaJlisyBa-
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JIach, S€YKU B TMAXOBUX [IJSHKAX HE BU3HAYANCH.
¥ mosioroBoMy GyIMHKY CTaTh HOBOHAPOKEHOT JIUTH-
Hu He Oysa BusHadena. [ Bepudikarii giarHosy
qTrHa OyJia MPOKOHCYIBTOBAHA TEHETHKOM Ta €HJIO-
KpUHOJIOTOM. PexkoMeHJ0BaHO KapioTHIyBaHHS H
BU3HAYEHHsI PiBHS CTAaTeBUX 1 HAIHUPKOBUX TOPMOHIB,
SIKI MOKYTb BIIJIMBATH HA CTATE€BUI PO3BUTOK.

[Tpu ormsami y Bimi 3 mMic Maca Tijla TUTHHU CTaHO-
Busta 5900 1, moB:xmHa Tiza 60 cM, 1110 BiAMOBI1a10 BiKY.
30BHINIHI CTaTeBi OPraHW PO3BUHYTI aHOMAJBHO.
Kuaitop rimeprpodoBanuii. YporeHiTajibHnii cunyc?
Kapiortun 47,XXY[10]/46,XX[10]. Tutuna Oy.ia cke-
posana B HIICJI «OXMATINT»> MO3 Ykpaiuu jjist
J00OCTEKEHHST 1 BUSHAYEHHS 11 CTaTi.

3azanvuuil ananis kposi: nevikorutu — 9,7 - 10°/,
eputporutu — 3,9 - 102/, remornobin — 110 r/mx,
tpombormTu — 483 - 109 /11, eozunodinm — 8 %, najamny-
kosimepai — 1 %, cermenrosinepui — 10 %, pimdorm-
™ — 75 %, monorut — 6 %, [IIOE — 12 mMm/Toz1.

3azaronui ananis ceui: nuroma Bara — 1015,
IyKOp — HeMag, OLIOK — CJIiau, JeiKonuTn — 2—5
y 110J1i 30pY.

Bioximiune docaionceniist kpogi: 3arajibHuii 6LI0K —
65 r/x1, 6inipy6in — 11,2 MKMOJIb/JI, ajaHiHaMiHO-
tpancdepasza — 23 MO /7, acnaprataminorpancdepa-
3a — 34 MO/, xonecteput — 5,6 MMOJIb/JI, JITIOIPO-
TeiHu HU3bKOI ryctunu — 3,51 MMOJIb/J1, JTinonpoTei-
HU BUCOKOI TyCTUHU — 1,33 MMOJIB/J1, TPUTJIICPUAN —
1,41 Mmmoub /1.

Kpeatunin — 24 MKMOJIB /7T, ce90BUHA — 2,3 MMOJTD /I,

Kamiit — 6,1 mmoub/n, Hatpiit — 138 Mmoub/ 1,
KaJbIliil ionizoBanmii — 1,34 MMOJIb/JI, KasbIliil 3a-
raspHuil — 2,77 MMostb/ 71, hochop — 2,29 MMOIIb /1.

JloreinizyBambauii ropMmon — 7,69 MmMOmx/ma
(nopma — 0,02—7,0). Taxi ropmonu rinogdiza xapax-
TepHi st MiHiyGepTaTy — Ha 2—3 MiC KUTTSI TUTHHH,
TOOTO 11e HOpMa.

QounikynoctumyaioBaibuuii ropmon — 6,19
MMOa/mi (Hopma — 0,19—11,3).

Tectoctepon — 0,721 ur/mu (HopMa: XJIOTTYUKA —
0,01—1,77, niBgarka — 0,01—0,05).

Ecrpamion — < 5 ur/mir.

Jerinpoenianapoctepony cybbat — 1,76 MKMOJIB /1
(#opma — 0,09—3,35).

17-rigpoxcuniporectepor — 8,88 ur/mMa (HOpMa —
1,88—9,7).

Autumionnepis ropmon — 30 ur/mua (HOpMa
<60 guis — 0,01—3,39).

Turi6in B — 102 nr/ma (Hopma — 2,6—73,0).

Tpuznenna mpoba 3 XOPIOHIYHUM TOHAZOTPOTIIHOM:
micsisgt mpobu TecTocTepon — 2,59 HI/MJI, eCTPaiion —
<5 nr/mi.

Tupeorponuuii ropmon — 4,91 MxMOxa/ma
(nopma — 0,7—11,0).

Binbruit Tupoxcun — 1,52 ur/mi (ropma — 0,8—2,2).
KoudbaikTty iHTepeciB Hemae.

Yuactb aBTOpIB CriiAbHa.
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AnTutisa 0 Tupeonepoxkcuiazu — 22,72 MMO /v
(Hopma — < 47).

Y3/[ opeanie manozo masa: TiNo MaTKU BiJXujeHe
BIIPaBO, JIOBKMHA Tijla — 15 MM, TOBKIHA TMHHKHT —
14 MM, mmpuHa — 9 MM, TIepeIHbO-3a/IHil PO3MIp —
7 MM, M exo+/—. Y TIpoexIiii mixBu piguHa (BMicT —
3,5 mm). [IpaBa ronaga B maxoBoMy KaHaji po3Mipom
8 x 4 x 7 MM, JTiBa TOHaJ]a — JIOCTOBIPHO B MTaXOBOMY
KaHaJi Ta YepeBHill TOPOKHUHI He Bi3yasli3y€eThCsl.

Kapiomunysanis ipoBeieHo MeTOI0M JinhepeHiliii-
Horo apOysanHs xpomocom (GTG-6enunr), hiryo-
puciientHa in situ riopuausanis (FISH): mos47,
XXY[14]/46,XX][16].ishX(DXZ1x2),Y(SRY,DXZ1)
x1[14]/X(DXZ1x2)[49]. BucHoBOK: MO3aiuHuii Kaio-
TUII, TIPEJICTaBJIEHU IBOMA JiiHisiMu Kiitus: y 14 i3 30
mpoanamizoBanux kKiaitua (46 %) kapiotun XXY,
y pemITi MpoaHaNi30BaHUX KJIITHH — HOPMaJbHUN
sKinounii kapiotutt. CriiBBiIHOIEHHS KJIITUHHUX JIHIT
miarBepskeno FISH-meromom.

Ha mizicTaBi pe3ysisTaTiB 1OCHTIIKEHb YCTAaHOBJIEHO
KJIiHIYHUH giarHo3: [lopymienns crareBoi audepentri-
arii, xkapiotun mos47,XXY[14]/46,XX[16].ishX
(DXZ1x2),Y(SRY,DXZ1)x1[14]/X(DXZ1x2)[49].
OBoTecTUKyJIIpHE TIOPYIIEHHS CTaTi.

[Toganpina rerzepHa colfiami3allis Ta peecTpairis
JIUTUHU He MaJja TiepeBar o0 BU3HAYEHHS TEBHOI
CTaTi, TOMY MTUTAHHS MIOJI0 PEECTPAIlil IUTUHU B TIeB-
Hill cTaTi mepegano Ha poscyl OaTbKiB i3 peKkoMeHa-
I[iSIME TIIOJIO TIOAJIBIIIOTO PETYJISIPHOTO OOCTEKEHHS 1
MeJIMKaMEeHTO3HOIO Ta XipypriyHOI0 KOPEKIli€lo 3Ti/THO
3 00PaHOIO CTATTIO.

BucuoBku

[Topymenns crateBoi nudepenttiatii y aiteii € cep-
MO3HOI0 KJIIHIYHOIO, IICUXOJIOTIYHOIO Ta COIiaJbHOIO
mpobsemoro. Ilpu migospi va IIC/] nanientu motpedy-
I0Th CBOEYACHOI JIOTIOMOTH MYJIBTHUCIUTIIIHAPHOT
KOMaH/I1 JIiKapiB, HacaMIiepe/ TeHeTUKIB Ta €HI0KPH-
HOJIOTIB, @ TAKOK YPOJIOTIB, TIHEKOJIOTIB, iHITIX (haxiB-
niB. CkuaanicTh aAudepeHIiiniioi 1iarioCcTUKu Ta
MeIUKO-colliajibHa peabiiiTallis XBOpUX MOTPebyIOTh
rJIMOOKOTO PO3YMIHHST METUUHUMU (haxiBIIsIMU, TICHU-
XO0JIOTaMU, COIIaJbHUMU TPAIiBHUKAMHU Ta IHITUMU
crierfiaymicramMu Jiist 3a0e3meueH s KOMILIEKCHOTO TTi/I-
XOMy IO JIIKyBaHHSA Ta TCHUXOCOIIATbHOI MATPUMKU
MAITIEHTIB Ta IXHIX POAWH.

Bepudikaris giarnozy [1CJl sanexxuth Big mpa-
BUWJILHOTO JIarHOCTUYHOTO aJTOPUTMY, SKUU TIepen-
6avae JIOCIIKEHHST KapioTHITy, MOJIEKYJISIPHO-TEHE-
TUYHY JIIaTHOCTUKY, TOPMOHAJIbHE, (DYHKITIOHAJIbHE Ta
iHIIE 0OCTEKEHHS.

Eruano oO6rpyHTOBaHuUi miaxiz g0 jgikysarust [IC]]
€ BKJIMBUM 3aBJIaHHSIM JJIS TTO0JIaHH 1€l IpobJie-
MM Ta TOJITIIEeHHS SKOCTI JKUTTS TAIli€HTIB.
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Disorders of sexual differentiation. A clinical case
L.I. Andrikevych, N.I. Sinchuk, V.Yu. Pasik

National Pirogov Memorial Medical University, Vinnytsya

The biological sex of a person is anatomical, physiological, and genetic features that help distinguish a male organism
from a female one. One distinguishes genetic, gonadal, and phenotypic sex of a person. Sexual differentiation is a process
of development, during which the biological male or female sex is formed, it occurs under the influence of genetic and
hormonal factors during fetal development. In this regard, any damage at this stage can lead to disorder of sexual develop-
ment of a newborn. Disorder of sexual differentiation is a complex of medical conditions in which there is a mismatch
between a person’s genetic, gonadal and phenotypic sex.

Sometimes it is difficult to visually determine the sex of a child born with disorder of the sexual development due to an
abnormal, undefined structure of the external genitalia. For example, they may have the appearance of hypertrophied labia
majora and/or a hypertrophied clitoris and the absence of testicles, or vice versa, the child’s genitals may have a normal
appearance, but at the same time the internal genitals may be improperly developed.

To determine which gender to choose for a child with disorder of sexual differentiation, a number of examinations,
including genetic ones, should be carried out. Disorder of sexual differentiation is a complex medical and social problem
involving a multidisciplinary team of doctors and the patient’s family. This article describes a clinical case of a child with
disorder of sexual differentiation at the stage of diagnosis verification. An interdisciplinary approach is an integral part of
accompanying a child with disorder of sexual differentiation, where the joint efforts of doctors, psychologists, teachers and
other specialists contribute to the creation of inclusive and safe conditions for the development of each person.

Keywords: sex, sexual development, disorders of sexual differentiation, karyotype.
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