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46, XY-IIOPYHIEHHA CTATEBOI'O IM®EPEHIIIOBAHHA,
3YMOBJIEHE MYTALI€IO BI'EHI WT1

LIO. IlleBuenKko?

MO3 Yrpainu, m. Kuis

BCTYN

MopyweHHA cTateBoro AandepeHuitoBaHHa (MNCH)
— reTeporeHHa rpyna 3axBOplOBaHb, WO BUHWKaKOTb
BHACNIAOKMyTaLil CTaTEBMX XPOMOCOM, iX CTRPYKTYPHUX
nepebynos, myTauin Ta geneuin X- abo Y-3uenneHux
reHiB, FOHOCOMHOro MO3aiuusmy, xumepusmy [1,
2]. KoHceHcycom wogo MMC[ 3atBepAkeHO 3MiHW B
TepMiHONOriT Ta BUAINEHO TpW rpynu iHBepcii cTaTi
— 3 XPOMOCOMHUMW MNOPYLUEHHAMNW, 3 HOPMAaSIbHUM
YOJIOBiUMM ab0 HOPMANbHUM KIHOUMM KapioTUNOM
[3, 4]. BuBYEHHA reHeTMYHOI reTeporeHHOCTi, NaHOK
natoreHesy, BapiaTnBHocTi peHoTMnoBMX Npos.is MNC
TpMBaE.

Bigomo, wo pucreHesia roHag npu  46,XY-MCA
Moxe OyTU CMHAPOMAsbHOK Ta HeCMHAPOMAJIbHOL.
HecnHpgpomanbHa pucreHesia — rpyna crtaHis, AnAa

AKOI  XapaKTepHi: BIACYTHICTb  KAIHIYHUX  JaHUX
WOAO YPaKeHHA [HWWX OpraHiB Ta CUCTEM OKpim
penpodyKTMBHMX, YONOBiYa XPOMOCOMHa CTaTb

(kapiotun 46,XY), ¢popmMyBaHHA 30BHILLHIX CTaTeBUX
opraHiB 3a »KiHOuMM Tunom abo 3a HeBM3HaYeHOI
CTaTeBOI  HanexHictio, noxigHi  Miwonneposoi
NpoToKM BiACcyTHi abo € noBHicTio cdopmoBaHa
MaTKa 3 MaTKoBMMU Tpybamn, roHagm MOXYTb
6yTn npepcTaBneHi y BUMALdi A€YOK, OBOTECTIC,
ANCreHeTUYHMX AEYOK, HegndepeHLUiioBaHOT TKaHUHK
(streak) [5].

CuHppoManoHi dopmn ancrenesii roHag
XapaktepusyloTbca ogHovacHUM TMPC Ta ypaxeHHAM
iHWKX opraHiB i/abo cuctem opraHiamy. OnwucaHi
bopMK 3 ypaKeHHAM CKeneTy, HaHI3MOM, KOTHITUBHOIO
HepocTaTHICTIO, AUCPYHKUIEID HaOHMPKOBUX 3anos3,
BPOOPKEHMMUM BagaMu po3BUTKY [6-8, 11].
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OgHum 3 reHiB-BuHyBaTuiB MCO € WT1 ren (Willms
tumor gene), Wo nokanizoBaHu Ha xpomocomi 11p13
(pnc. 1), AKMN eKcnpecyeTbCcA Ha pPaHHIX CTagiax
bopMyBaHHA NPOMIXKHOI Me3oAepMU Lie A0 PO3BUTKY
yporeHiTanbHoi cuctemu [8-10].

lepmiHanbHi  reteposuroTHi  myTauii WT1  reny
cnpuunHALTL  aedeKkT  po3BUTKY  ceyocTaTeBoi
CMCTeMM, AKIi B YaCTUHI BMMAAKIiB CynpOBOOXKYOTbCA
BMHUKHEHHAM B JuTA4YoMy BiUi Hedpobnactomu
(nyxnuHn Binbmca). MopyweHHa oyHKuii WT1 reny
Bignosigae 3a 10-15% Bcix nyxamH Binbmca (iHWi
BUMaAKWU MNOB'A3aHi 3i 3MiHaMn iHWKX reHiB — WT2,
WT3 Ta iH.). l[eH WT1 noBoantb cebe sk KnacM4YHUN
NyXAUHHUI cynpecop. eH Mae cknagHy perynsadiio.
Moro MPHK 3a3Hae anbTepHATUBHOIO CMAANCUHTY,
pefdaryBaHHA i Ma€ AeKifibka anbTepHaTUBHUX CaWnTiB
iHiyiauii TpaHcnAuii. B pe3synbrati yTBOplOIOTbCA 24
isodopmu 6inkis WT1, 6arato 3 AKUX OYHKLiOHYE AK
TpaHCKpUNUiiHi dakTopK, WO MOXKYTb CNPUYMHATU
AK aKTUBaLilo, TaK N penpecito TPaHCKPUNUiT reHis.
[OHOpPHI calmTh anbTepHATUBHOIO CMNANCUMHTY B
KiHUi 9-ro ek3oHy 3abe3neuyloTb iHcepuito (+) abo
geneuilo (-) TPbOX aMIHOKUCAOT — Ni3NHY, TPEOHiHY
i cepyHy (Tak 3BaHa KTS-mocnifgoBHicTb) — npomixK
TPeTiM i YUeTBEPTMM «LMHKOBUMU NanbuaMm» dpakTopa
TpaHckpunuii. Ha cborogHi ipeHTUdiKoBaHa nuwe
oAHa cneumdiyHa MileHb TPAHCKPUNUINHOT QYHKLT

Puc. 1.Jlokanizayisa 2eHy WT1 Ha kKopomkomy nnedi
xpomocomu 11 (nokyc p13 giomidyeHuli cmpinkoro).
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WT1: pedAki 1Moro npoaykTn TPaHCaKTUBYKOTb reH
amobiperyniHa, npefctaBHmKka poanHn EGF (pakTopis
poCTy enigepmicy), WO PEeryne pPO3MHOXKEHHA i
AndepeHLitoBaHHA KNiTUH. 3B'A3Y0UNCH 3 peLIenTOpPOM
EGF (EGF-R a6o npotooHkoreH ErbB1), amdiperynin B
OAHUX KNITMHAX CTUMYJSIIOE PO3MHOMEHHSA, B iHWWMNX,
Hanpuknag, B eMopioHanbHUX eniTenianbHUX KNiTUHaX
HUPKW, iHribye nponidepadito niHgyKuito cneundiuHoro
andepeHuiloBaHHA.  Okpemi i3odopmy  npoTeiHy
WT1 38'A3yl0TbCA 3 P53, WO MOXe CAPUYMHATM 3MiHY
AKTUBHOCTI  P53-pecrnoHCUBHUX reHiB. MexaHizmu
KaHueporeHesy npu nopyweHHAX GyHKUiTWT1 BuBYeHi
HeaocTaTHbO [9].

MyTauii B gaHOMy reHi onucaHi npm CUHAPOMAXx
Denic-Opew, WAGR, BpogxeHomy HebpOoTUYHOMY

CMHOPOMI, TOCTPOMY MIENOIAHOMY NEeNKo3i, paky
npoctati [11-13].
Cungpom [eHic-Ipew (Denis-Drash  syndrome;

OMIM 194080). Ha cborogHi Bigomo noHag 80 myTauin
B reHi WT1, wo cnpuunHaioTb cnHgpom [enic-Apew,
AKUIN XapaKTepu3yeTbCA FOHafanbHUM [WNCreHe3oM,
HedponaTielo n po3BUTKOM Hedpobnactomn. MyTauii
HanyacTiwe 3ycTpivaloTbca y 8 i 9 ek3oHax, npoTe
onucaHi i B 4 ek30Hi. B 40% BunagkiB cMHapomy
CNOCTepIiraeTbCA 3amiHa aMiHOKWCIOTM apriHiHy Ha
TpuntodaH y nonoxeHHi 394 (Arg349Trp abo R349W).

Hupkosi npossn npu cuHgpomi [JeHic-Apew
XapaKTepusylTbca AUdY3HUM FMOMEpPYIOCKIEpPO30M,
AKUIN PO3BMBAETbCA 3 MeplIMnX MicAUiB XWTTA Ta
MOCTYNOBO  CMPUYMHAE HUPKOBY HeJOCTaTHIiCTb
BXe B AUTMHCTBI. B 90% BMnagkis npv CMHAPOMI
CnocTepiraeTbCA ofHO-/ABOGIYHA HedpobnacToma. Y
naui€eHTiB 3 KapioTnnom 46,XY 30BHILLHi CTaTeBi OpraHu
cdopmoBaHi abo 3a XKiHOUMM TMMOM abo HenpPaBUIbHO
- HeBM3HayeHoi cTaTti. [oHagm npeacTaBneHi
OVNCreHEeTUYHMMMN  AE€YKaMK, WO pPO3TalloBaHi Yy
naxoBux AinAHKax abo iHTpaabgomiHanbHo. MNpobaHan
3 Kapiotunom 46,XX 3a3Bu4yal MaloTb NpPaBUSIbHO
chopmMoBaHi 30BHILLHI reHiTanii 3a XiHOUMM TMMNOM
i KNiHIYHI NpoABM CMHOPOMY CTOCYIOTbCA Nuwe
HUPOK (i30/1bOBaHMIN HePOTUUYHMIA cuHAPOM). Tun
yCnagKyBaHHA CUHOPOMY ayTOCOMHO-LOMiIHaHTHUN
[12, 14-16].

CuHgpom WAGR (OMIM  149072). WAGR -
AKPOHIM i BKIOYa€ Taki KniHiuHi o3Haku: W — Willms
tumor - Hedpobnactoma (cnoctepiraetbca y 50%
BMMAAKiB, 3a3BuMYal MaHipecTye y Bidi 1-5 pokis),
A - aniridia - BigcyTHiCTb pangy»kHOi 0OONOHKU OKa
(MOXe no€gHyBaTUCb i3 MaKynApHOK rinonnasieto,
rinonnasi€lo 30pOBOro HepBa, KaTapaKTo, MIOMI€l,
HiCTarmom, BpoaeHolo rnaykomoto), G — genitourinaria
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problems - natonoria ceyoctateBoi cnuctemu, R- mental
retardation — KorHiTMBHa HepgocTaTHicTb [11, 17].

MpuyunHa po3BUTKY CMHAPOMY — Aeneuina B perioHi
11p13 i remisurotHictb no reHy WT1. [loBHOTa
KNiHIYHUX NPOABIB CUHAPOMY 3aneXxuTb Bif TOro, AKi
came reHu BigCYTHi BHacnigok aenedii. MNpu BTparTi
reHiB WT1 i PAX6 cnocTtepiraetbca TMnoBa KhiHiYHa
KapTuHa. feH PAX6 Hanexmntb go poaumHu reHis PAX,
WO BigirpaloTb BaXkNMBY POSib Y PO3BUTKY OPraHiB i
TKaHWH B embpioHanbHomy nepiogi. PAX npoteiHn €
TPaHCKPUNUiMHMMK  daKTopamK, WO KOHTPOJIOITb
AKTUBHICTb iHWMX reHiB. PAX6 npoTeiH akTUBYE reHu,
WO 3afiAHi B PO3BUTKY OKa, MO3KY, MiALIYHKOBOI
3ano3u. Npwu geneuii perioHy 11p13 TakoX BTpayaeTbCcA
oyHKUia reHy BDNF, akuii ekcnpecyeTbca B TKaHMHaX
ronoBHoro mo3Ky. Brtpata BDNF nos’Asyetbca 3
PO3BUTKOM OXKUPIHHA, AKe MaHipeCcTye BXe B AUTAYOMY
BiLi (iHKONM MOXHa 3ycTpiTh Ha3By «cnHgpom WAGRO»,
ne O - obesity). Taki nauieHTN TakoX MalTb BUCOKMNIA
PU3NK HAaABHOCTI HEBPOMOriYHUX Npobnem y BurnAgi
iHTenekTyanbHoro gediunTy Ta aytamy [17-20].

MpoaBu natonorii ce4yocTaTeBOi CMCTEMN 3anexaTb
Bil CTaTi: y XNONUMKIB — KPUNTOPXi3M, pi3Hi dopmm
rinocnagii, y AiByaT - AuCreHesia AEYHMKIB, Bagu
PO3BUTKY MaTKOBUX TPYO i BariHW, NigBULWEHUA PUNK
PO3BUTKY 3/10AKICHUX HOBOYTBOPEHb roHad. HeobxigHo
TakoX 3a3Haumtn, wo B 40% BUNAAKIiB Yy XBOPUX i3
cnHapomom WAGR po3BMBaETbCA XPOHiYHA HUPKOBa
HeJoCTaTHICTb (B MigNITKOBOMY Bili) i XPOHIUHUN
naHkpeatut [11, 17].

Kniviunnin Bunagok

Hamn 6yno npoBefeHO o0OCTEXEHHA AUTUHU 3
po3nagomcTaTteBoroandepeHLiloBaHHAHe3'ACOBaHOro
reHesy Ha nonepegHix etanax oocTexeHHA. AutrHa I,
12 pokis, 6yna BnepLue ornsaHyTa y BigAineHHi gutayor
riHekonorii, e 3Haxoannacb Ha o6CTEXEeHHI 3 NpuBoAY
NepBMHHOI ameHopei. Hapogunacb Big u4eTBepTOi
HeyCKnagHeHOo! BariTHOCTI, Neplunx BYaCHMX MONOriB
y 300poBux 6aTbKiB, 3 macoto Tina 3200 r, JOBXMHOIO
Tina 50 cm. BpaxoBytoum 6yaoBy 30BHILLHIX FeHiTanin
3@ KiHOUMM TWMOM, AUTMHY Oyno 3apeecTpoBaHO
B XiHouin cTaTi. MNig vac ornAagy aHTPOMOMETPUYHI
NMoKasHWKN BiAMNOBiIJanu BiKOBMM HopMmaMm, 6ygoBa
Tina nponopuiiHa, 6e3 cturm gusembpioreHesy. 3a
pesynbraTaMu YNbTPa3ByKOBOrO CKaHyBaHHA OpraHis
Manoro Tasy BUABMIEHO TriNonnasilo MaTtku (Matka y
BUrNAAi Taxa 8x18mm), BigCyTHICTb rOHag, y TUNoOBOMY
MiCLli, HAaTOMICTb B MaxoBWUX KaHanax 3 06ox 6okiB
BMABJIEHO KiCTOMOAIGHI yTBOpeHHA 23x15mMm. 3a
pe3ynbraTaMm KapioTUnyBaHHA 3 BUKOPUCTaHHAM FiSH-

KniHiyHa eHQOKpMHONOriA Ta eHROKPMHHA Xipypria 4 (60) 2017



KIMHIYHA NMPAKTUKA

MeTofy BUABEHa YOSI0oBiYa XPOMOCOMHa cTaThb (46,XY.
ishXp11.1-q11.1(DXZ1+),Yq12(DYZ1+)[100]).CimenHunn
aHaMHe3 3i cfiB 6aTbKiB He OOTSXEHWI BuMagKkaMu
BPOXKEHWX Baf PO3BUTKY, penpoayKTMBHUX BTPaT Ta
HennigaA.

Pe3ynbraTBU3HaYE€HHATOPMOHIBKPOBICBIUMANNPO
rineproHagoTPONHUINTINOroHaAN3M:IOTEHI3yBabHUN
ropmoH 11,47 mMO/mn (BikoBa HOpMa AN1A X/IONYUKIB
0,8-8,4), bonikynoctmynoBanbHMiA ropmoH 8,26 MO/n
(BikoBa HopMa gna xnonuukis 0,44-4,6 MO/n), BinbHWUN
TectocTepoH ponybeptatHuin — 1,06 nr/mn (BikoBa
HOpMa Ana xaonyukie <1,7 nr/mn).

Ha nigcTtaBi KniHiYHMX AaHMX, NabopaTopHMX Ta
iHCTPYMeHTanbHMX [ochigXeHb 6yno BCTaHOBNEHO
nonepepHin  giarHos: MopyweHHA CTaTeBoOro
andepeHuioBaHHA, 46,XY. HenosHa dopma cuHapomy
HeuyTNMBOCTI A0 aHApPOreHiB (7). BpaxoBytoui HaaBHICTb
Y Xxpomocomu B KapioTuni npu kiHouyomy deHoTMRI
Ta WMOBIPHWIA PU3MK 3M10AKICHOrO MNepepoaXeHHsA
roHag [22], 3a piweHHAM MynNbTUAMCLMMAIHAPHOIO
KOHCUniymy, nicnA  oTpuUMaHHA 3rogu  6aTbkiB,
AUTUHI Yy BiUi 12 pokiB nNpoBefeHO roHageKTOMilo.
3a pe3synbratamu  riCTOMOMYHOrO  AOCAIAMKEHHA
BYAaneHi roHagnm Manu O3HaKM AUCTeHEeTUUYHUX
roHag, 3 NOpyLWeHHAM [03piBaHHA efleMeHTIB CTPOMM
CTaTeBOro TAXy i AndepeHLiloBaHHAM 3a YONOBIYUM Ta
YaCTKOBO »KiHOYMM TUMOM.

3a [ONOMOroK cekBeHyBaHHA HOBOI reHepadii (next-
generation sequencing — NGS), wo 6yno nposegeHe
y nabopatopii Bigginy leHeTUKn nwoanHW IHCTUTYTY
Nyi Mactepa (®OpaHuin), 6ynu BUABNEHI NATONOriYHi
myTauii B8 WT1 reni (NM_000378: exon2: c.C764T:
p.S255L: NM_001198551: exon2: c.C128T: p.S43L:
NM_001198552: exon2: c.C128T: p.S43L: NM_024424:
exon2: c.C764T: p.5255L: NM_024426: exon2: c.C764T:
p.S255L), ogHa 3 AKMx ycnagKkoBaHa Big maTepi.

3a pe3ynbTaTaMu KOMMIEKCY OOCTeXeHb AUTUHI
BCTaHOBMIeHO  diarHo3: [lopylweHHA  cTaTeBOro
anbepeHuitoBaHHA, 46,XY, 3ymoBrieHe MyTaLi€lo B reHi
WT1.

Ha gaHuit yac AnTMHaA OTPUMYE 3aMiCHY FOPMOHabHY
Tepanito KiHOYMMM  CTaTeBMMW TFOPMOHaMM nig
KOHTpONem AUTAYOro eHpokpuHonora, 1 pa3 Ha pik
nNpoxoauTb NpodinakTnyHe obcTexxeHHA y Hedponora.

BUCHOBKU
ABTOopyn pob6bnATb BUCHOBOK, WO AiarHOCTMKa
46,XY-gucreHesil roHag 3a KAiHIYHMMWN O3HaKaMu He
CTaHOBUTb CKNAAHOCTI, BPAaxoBYUM PO3BIXKHOCTI Mix
XPOMOCOMHOIO, FOHafiHOK Ta TreHiTaNbHOK CTaTTIo.
CknagHicTb nonara€ B YTOYHEHHI MPUYMHU iHBepCii
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CTaTi Ta MOMIMBOCTI NiATBEPOAXEHHA JiarHO3y 3a
JOMOMOro0  MONEKYNAPHO-TEHETUYHNX AOCNIgXKEHb.

TepMiHM npoBefeHHA XipypriyHMX BTpyYaHb, a
came - TroHajeKkToMil i/abo nnacTMku reHiTanin
— TMOBWHHI BM3HAYaTUCb ANA KOXKHOrO nali€eHTa

iHOVBIAYaNbHO MYNbTUANCLMMAIHAPHOK KOMaHAOK
[21] B cKnaai reHeTuka, ¢axiBuUiB nediaTPUUYHOIo
npodinio:  eHAOKpWHONOra, Xipypra, riHekonora,
yponora, ncuxonora. CyyacHi reHeTUYHi JOCNigXKeHH:A
fo3sonaTb BepudikyBaTu AiarHo3, a 3HaHHA LWWOAO
XPOMOCOMHUX MONOMOK abo MNaTOMOFUYHUX FeHHUX
MyTaLiln A€ MOXNINBICTb MPOBECTN MEAUNKO-TeHETNYHEe
KOHCYNbTYBaHHA pPOAVHW 3 METOI BM3HAYEHHA
NOBTOPHUX PU3NKIB NPU MOAANBLIOMY HAPOOXKEHHI
JiTen, puU3nKy 3M0AKICHOMO MepepomkeHHA roHag Y
npobaHga Ta iMOBIPHUX YCKNafHeHb 3 OOKY iHLWKX
OpraHiB Ta cucTem.

Asmopu cmammi 8uc/I08/110l0Mb NOOAKY AiKapam
giddineHHA OumaA4Yoi ma nionimkogoi e2iHekonoeii
HauioHaneHoi  oumsa4oi  cneuianizoeaHoi  nikapHi
«OXMATANT» MO3 YkpaiHu — 3asidysauy K. meo. H.
laspunositi I.B., bayuHcekiti I.B., a makox 3agidysady
nabopamopii 8iddiny lfeHemuku noduHuU IHcmumymy J1.
lMacmepa (OpaHuis) Kenneth McElreavey.

Asmopu nogidomAI0Mb NPO 8i0CYMHICMb KOHAIKMY
iHmepecis.
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PE3IOME

46,XY-nopyLieHHA cTateBoro gndepeHLiloBaHHA,
3ymoBJieHe myTaui€to B reHi WT1
10.0. lljep6ak, H.b. 3eniHcbka, €.B. No6a,
L.10. llleeyeHko

46,XY-nopylleHHA cTateBoro AudepeHLitoBaHHA
BMHMKATb BHACNIQOK  CTPYKTYPHUX nepebynoB
CTaTeBUX XPOMOCOM, MyTauin, genedin, Aynnikauin
X-3yenneHmx i ayTOCOMHMX TreHiB. BapiaHTom
HecnHApoManbHoi 46,XY-ancreHesii roHag Moxe 6yTu
iHBepcia cTaTi, AKa 3ymoBneHa myTauicto B reHi WT1. li
KNiHIYHUMKW O3HaKaMM B XBOPUX 3 XKiHOUMM GEeHOTMMOM
i 4YONOBIUOID XPOMOCOMHOIO CTaTTIO € MepBMHHA
aMmeHopes i/abo HedppoTuuHMil cnHgpom. [lauieHTn
3 46,XY-gucreHesi€lo roHag, 3yMOBJIEHOIO MyTali€to
B reHi WT1, notpebyloTb MeguYyHOro CynpoBogy
MYNbTUANCLMMAIHAPHOT KOMaHAau (BU3HaAUYEeHHS
ONTUMANIbHOrO TEePMiHY NPOBEAEHHA TOHAAEKTOMIl,
3aMiCHa TropMoOHajibHa Tepanif, ncuxocouianbHa
ajanTauia, [JOKMiHIYHA  fiarHoCTMKa  iIMOBIpPHOro
po3BUTKY Hedpobnactomm abo  HePppoTUUHOrO
CMHAPOMY).

KnouoBi cnoBa: 46,XY-NopyLleHHA CTaTeBOro
andepeHUiloBaHHA, ancreHesia roHag, 46,XY-iHBepcis
cTaTi, MyTauia B reHi WT1.
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KIMHIYHA NMPAKTUKA

PE3IOME

46,XY-HapywieHve nonoBon andPepeHLnpoBKY,
ob6ycnoBneHHoe mytauven B reHe WT1
I0.A. lljep6ak, H.b. 3enuHckas, E.B. [no6a,
W.10. llleeyeHKo

46,XY-HapyweHna nonoBoni  AuddepeHUNpPOBKM
BO3HMKAIOT BC/IeACTBME CTPYKTYPHbIX NepecTtpoek
NONIOBbIX XPOMOCOM, MyTaLMi, Aeneunin, ynnmkauumn
X-cuenneHHbIX W ayTOCOMHbIX FeHOB. BapuaHTOM
HecuHgpomanbHon 46,XY-gucreHesnm roHag MOXeT
6bITb MHBEpPCMA Mona, obycnoBfieHHasas MyTauuen B
reHe WT1. Ee KnUHNYeCKMMU NPU3HAKaMK Y NaLnNeHTOoB
C KEHCKM GEHOTUMOM M MYXCKMM XPOMOCOMHbBIM
NnonoM ABAAIOTCA NEepBMYHAA ameHoped W/unun
HeppoTnuecknn cnHgpom. TMauyneHtam ¢ 46,XY-
AuncreHesmnen roHag, obycioBeHHO MyTaLnen B reHe
WT1, HeobxoOMMO MeAMUMHCKOE COMPOBOXAEHME
MYNbTUANCLUMNANHAPHOW  KOMaHAabl  (onpepeneHune
ONTUMAsIbHbIX CPOKOB MPOBEAEHNA TFOHAAIKTOMUN,
3amMecTuTenbHas ropMoHanbHas Tepanus,
ncuxocoumnanbHas ajanTtayums, AOKNHNYecKas
AMNarHoCTNKa BepOATHOro pas3sutua HedpobnacTombl
nnu HeppPOTNUYECKOro CUHAPOMA).

KnioueBble cnoBa: 46,XY-HapyweHne mMosioBou
anddepeHUNpPOBKY, AucreHesns roHap, 46,XY-
MHBepcuA rnona, mytauma B reHe WT1.

Jama Haoxo0xeHHsA 0o pedakuyii 30.10.2017 p.
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SUMMARY

46,XY-disorder of sex development due to a
mutation in the WT1 gene
Shcherbak Yu, Zelinska N, Globa Ye, Shevchenko |.

46,XY-disorder of sex development occur due to
structural rearrangements of sex chromosomes,
mutations, deletions, duplications of X-linked and
autosomal genes. A variant of nonsyndromic 46,XY-
gonadal dysgenesis can be caused by a mutation in
the WT1 gene, the clinical signs of which in patients
with a female phenotype and male chromosome sex
are primary amenorrhea and / or nephrotic syndrome.
Patients with 46,XY-gonadal dysgenesis, caused by a
mutation in the WT1 gene, need medical support for
a multidisciplinary team (determining the optimal
timing of gonadectomy, hormone replacement
therapy, psycho-social adaptation, preclinical diagnosis
of the probable development of nephroblastoma or
nephrotic syndrome).

Key words: 46,XY-disorder of sex development,
gonadal dysgenesis, 46, XY-inversion of sex, mutation
inWT1 gene.
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