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CneujiaAi3oBaHUI MEAMKO-TEHETUYHUI LIEHTP,
HaujioHaAbHa AMTSYa crieliaAi3oBaHa AiKapHS
«Oxmatant» MO3 Ykpainu, Kuis

Mera po6oTH — npoaHasizyBatu Butiaky X X-iHBepcil crati sk IPUYNHY BUHUKHEHHS TIOPYIIEHb CTATEBOTO (epeHI[I0BaHHS
Y JiTeid.

Marepiauu Ta MeTou. 3/iiiCHEHO PETPOCIIEKTUBHUN aHasi3 150 reHeTHUHUX KapT AiTeH i3 HOPYIIEHHSIM CTaTeBOTO AdepeH-
mitoBanust (IICJT). 3a nepiox 1999—2015 pp. Gysio aiarHocTOBaHO ecsaTh Bumiankis X X-inBepcii crari. Ilamientam mpoBoanim
ruroreHernunuii (G-meron audepentiiinoro hapOyBaHHSI XPOMOCOM) Ta MOJIEKYJISAPHO-IIUTOreHeTHYHIIT aHai3 (pryopeciieHT-
Ha in situ ribpuamM3aIlisa) 3 BAKOpUCTaHHAM JoKyc-crienudiunux souais CEPX ta SRY.

Pesyabrati Ta 06roBopenns. Bik maiieHTiB Ha MOMEHT MepIIOro KOHCYJIBTYBaHHS KOJUBaBCs Bif 6 micaiis g0 18 pokis.
3BepHeHHs OB sI3aHi 3 HEIPaBUIbHOIO OYI0BOIO 30BHINITHIX TeHiTaiii i HeOOXiAHICTIO MiATBEPIYKEHHS AOIIIbHOCTI 06paHoi rpo-
Ma/ISTHCBKOI CTaTi, HASIBHICTIO KPUIITOPXi3MYy, riHeKoMacTii Ta rinoronaznsmy. HaBezeno BiacHU# KJIiHIYHUI I0CBI/ i OnTUCAHO IBa
KATHIYHAX BUMTAIKA.

BucHOBKH. Y JUTHHU 3 aHOMAJIbHOI0 OYI0BOIO 30BHIIIHIX TeHITAMIN TTPU HAPOUKEHHI i/l Yac MPUITHATTS PIlIEHHST 00 pee-
cTpartii cTaTi He CJIijt OPIEHTYBATHCS JIMIIIE HA KaPiOTUII, TOMY II[0 XPOMOCOMHA CTaTh He 3aBsK/H 30ira€ThCsT 3 TOHAHOIO, TOPMO-
HaJIbHOO Ta (PeHOTUTIOBOI0. BUKOpUCTaHHS CyYacHUX reHeTHuHuX MeToflis obcrexents (FiSH) nomomarae y Bepudikartii aiar-
HO3Y, KOPEKTHOMY BHOOPI cTaTi marfenTa if mopasbIiiil iioro peabimirarii B cortiymi. SRY-#erarusHuii Bapiant 46,XX-recTukyaspHoi
dbopmu TIC/T oTpebye MOAAMBIIOTO MOJIEKYISIPHO-TEHETUIHOTO JOCTIJIFKEHHSI.

Kmioyogi cioBa: XX-iuBepcis crari, cuaapom XX-4ososika, XX-TecTuKy/sIpHa (hopMa TTOPYIIEHHS CTATEBOTO I epEHIIITOBAHHS.

CTaTb JIOAIUHE — 0araTOKOMITIOHEHTHE TOHSITTSI,
SdKe BU3HAYAETHCS CYKYIHICTIO O3HAK, /10 SKUX
HAJIEKUTh XPOMOCOMHUH Habip (HasgBHICTH IBOX
X-XpoMOCOM Tiporpamye (hopMyBaHHS ;KiHOYOTO Opra-
Hizmy, X- Tta Y-XpOMOCOM — YOJIOBiYOr0), rOHA/HA
HajeskHicte (kapioruity 46,XX Bi/IOBilae 3akyajka
sg€4YHUKIB, a 46,XY — s€40K), TOPMOHAJIbHUN CTaH
(3aye;XKUTh Bijl TUITY TOHAJ i TOPMOHIB, SIKi BOHU IIPO-
JIyKYI0Tb), (heHOTUTIOBA CTaTh (BU3HAYAETHCS B HOBO-
HApOJKEHUX 3a OyJOBOIO 30BHILIHIX TeHiTasiii, a 3
[OYaTKOM I1yGepTaTHOro Iepiogy — i 3a HasBHUMMU
BTOPUHHUMM CTATEBUMM O3HAKAMM), TICUXiYHA CTATh
abo crarb BracHOi igenTrdikalii (3aKk1a1acThCs BHYT-
PILIHBOYTPOOHO I BILUIMBOM CTaTeBMX TOPMOHIB Ha
BUII Ta MiKOPKOBI IEHTPU IIEHTPAJIbHOI HEPBOBOI
CUCTEMU 1 OCTATOYHO (DOPMYETBCSA N0 2—3-X POKIB

SKUTTST ), ACIIOPTHA CTaTh (BU3HAYAETHCS 32 (PEHOTH-
MOBUMU O3HAKAaMU) Ta COIliajibHA POJIbOBA TIOBE/IIHKA
(dopmyernbest B ybepraTHuii epion) [4, 8, 22]. Takum
YUHOM, /IO HAPO/UKEHHS JAUTHUHU chopMoOBaHa ii Xpo-
MOCOMHA, TOHA/IHA, TOPMOHAJIbHA 11 (DEHOTUTIOBA CTATh
Ta 3aKJIaJleHi OCHOBM MailOyTHbOI CTATEBOI IOBEIIHKH.
Ha koxuomy erari ckjiagHoro (hOpMyBaHHS CTaTi
MOZKJIMBI TOPYIIEHHs, y OLIBIIOCTI BUIIAAKIB FeHEeTHY-
HO JIeTePMiHOBaHi, 1110 3rOZIOM MIPU3BEAYTD 10 PO3JIATLY
rapMOHIMHOTO (DYHKI[IOHYBAaHHSI OPraHi3My Ta JIUCOILi-
aril MiXK HagBHUMHU KoMIOHeHTamMu crari. OnuH i3
BapiaHTIB MMOPYIIEHHs CTaTeBOro udepeHIliioBaHHS
(TICIT) 3 HEBIAMOBIAHICTIO MiZK XPOMOCOMHUM Ha0O-
poM i penorurniom — XX-iHBepcis crari.

Ynepme XX-imBepcito crati B 1972 p. onucas
A. e ma Mlanesums sk cunagapom X X-vostosika (synd-

CrarTa HaajiiwAa A0 peaakuii 16 aotoro 2016 p.
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rome de la Chapelle, XX-male syndrome), a 3a cyuac-
Hoto kjacudikaiieio — XX-rectukyJssapHa gdopma
[IC/, axa XxapaKTepu3y€eThCs KiHOUUM KapioOTHIIOM,
HasBHICTIO TEeCTUKYJ i (POPMYBaHHSM 30BHIIIHIX
reriTasiiii 3a yoJsioBiuum Tunom [4, 12, 13, 17, 19].
YacTora CHUHIPOMY CTAHOBUTH OJMH BUIAJOK Ha
20 000 xuomumKkiB, Hapojkenux kuBumu [19].
XX-recrukyssapua popma [IC/] y 85—90 % Bunakis
3ymosJiera HasuicTio rera SRY [25]. Bimomo, 1o
JUIST TIOBHOIIIHHOTO PO3BUTKY 40JIOBIYOrO (heHOTUITy
MOsKe OyTH I0CTaTHBO HAABHOCTI B T€HOMI JIMILE IreHa
SRY, a #e 1ijioi Y-xpomocoMu. Y GiIbIIOCT] BUIAKIB
XX-iuBepcisg cTaTi 1OB’s3aHa 3 MiKPOCTPYKTYPHOIO
1epeOyI0BO0 — MPUXOBAHOIO TPAHCIOKAIIEK (par-
merTa Ypl1l Ha xpomocomy X abo Ha ayrocomy abo
MIPUXOBAHUM MO3aII[U3MOM CTaTEBUX XPOMOCOM i3
He3HalIeHoI0 KJIITUHHOIO JIHI€I0, KA MICTUTHh XPO-
MocoMmy Y, 30Kpema B roHaziax [19—23, 26].

Bignosinno no HasBHOCTi B renomi rema SRY
BUpi3HAIOTH SRY-mosutuBHy i SRY-HeratusHy
XX-imBepciio crari [22].

SRY-HeratuBHUI BapiaHT TeHETUYHO T€TEPOTEH-
HUIT 1 3yMOBJIEHUI MiIKPOCTPYKTYPHUMU 11epebyp10-
BaMU ayTOCOM i Xxpomocomu X (HAIPUKJIAI, AYILIi-
KaIlii JIOKYCiB, SKi MiCTATb T€HU-TOMOJIOTU JI0 TeHa
SRY — SOX3 i SOX9) abo TOYKOBUMU MyTaIlisIMU
reHiB, 1110 KOHTPOJIOIOTh JAU(EepPEHIiIOBaHHS TOHA/
(ren FOXL2) [6, 9, 16, 18, 28, 33, 37]. Binomo, 1110
JYILTIKALis peryJasaToOpHOI AiasgHKr abo caMoro reHa
SOX9 (nokamizoBanoro B jokyci 17q24.3) 3y-
MOBJIIOE PO3BUTOK SRY-neratuBHoi 46,XX-TecTu-
KyJsipHOi  abo 46,XX-oBorecTuryisipaoi ¢hopm
I[IC [16, 18, 22, 30].

[Manientn i3 SRY-no3utuBHuM Bapiantom XX-iH-
Bepcii cTari MalOTh 40JIOBiUMi (DEHOTHUIT 1 YOJIOBIUY
reHziepHy imeHTHdIKAI0. K MpaBUIO, XJIOMTYUKA
MarOTh MaCKyJIiHHY OYy0BY TiJia, 30BHIillHI i BHYTpiIi-
Hi reniTajii, mo MoOyAOBaHi 3a YOJOBIYUM THUIIOM.
Binpmocti natmienTis 3 46, XX-TecTUKyJIgpHOIO (Hop-
Mmoo TICJI He BiacTMBa iHTepceKcyaibHa Oyn0Ba
30BHIIIHIX TeHITaMil, ane B JeIKUX BUIAIKAX Tparl-
JISETHCST KPUIITOPXi3M Ta,/abo rimocnasis. Y mperry-
6epratHoMYy Ta IybepraTHOMY Billi BHacigok aedi-
LIUTY aHAPOTEHIB [1aTHOCTYIOTDH TIlTOTOHAIU3M, TiHe-
KOMACTIIO, HeIOCTaTHI!l PO3BUTOK BTOPUHHUX CTaTe-
BUX o3HaK. KiHIleBuUii 3picT MaIieHTiB 3a3BUUaii 110
MEHIIUH, HI’K cepelHbOCTATUCTUIHUN JIJIsT YOJ0BIYO1
TIOMYJIAIlii BHACIIIOK BiICYTHOCTI IHIIWX TEHiB, Bi/l-
MOBIIAJIBHUX 3a 3PICT 1 PO3TAIIOBAHUX Ha XPOMO-
comi Y [4, 7,8, 14,19, 22, 23, 31].

Xaomunku i3 SRY-HeraTuBHMM BapiaHTOM
XX-igBepcii cTaTi yacTimie HapOKYIOThCA 3 BaJlaMi
PO3BUTKY 30BHIIIIHIX CTATEBUX OPTaHiB — 3 ITPOMEKIH-
HOIO TIOCTIAIEI0 1 KPUTITOPXi3MOM, aJie OMUCaHi KJTi-
HiYHI BUIIQJKU 3 HOPMaJIbHOIO OyJ0BOIO TeHiTasIiil
[36, 38, 40].

[edaki mocaiHUKN BUPI3HAIOTH CUHAPOMAJbHI
bopmu 46,XX-rectukyngapuoi dhopmu IIC/I, 3a
SAKHUX criocrepiraioTbes gueMopdii obanuys, naib-
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MOTIJTAHTAPHUU KepaTo3 i3 BUCOKUM PUIUKOM
paxy mkipu, Mikpodrasabm, HaHi3M, TAHTIMOMITYI-
Tapusm [22].

Cutijt 3a3Ha4UTH, 110 BHACJIJIOK BiJICYTHOCTI reHiB
sgokycy AZF xpomocomu Y, siKi KOHTPOJIIOIOTH Jiude-
PEHIIIOBAaHHSA YOJIOBIUMX CTATEBUX KJITHUH, a TaKOXK
HasIBHOCTI IIOBINHOI 1031 X-34eIlJIEHUX I'eHiB, K1 He
iHaKTUBYIOTbCA [9], y Bcix mamientiB 3 46,XX-tec-
tukyJssgpraoo Gopmoro I1C/[ mpakTUYHO MOBHICTIO
BiJICYTHill cliepMaTOTEHHUIT elriTesiil ciM sSiHUX Ka-
HAJBIIIB, 1110 TPU3BOAUTD /10 a300CTIEPMil Ta HETLIi /19
[2,6-9, 11, 23, 27, 39].

3pict miTeit Ta miamiTKIB 3a3Buuail nepebyBae B
MesKaX BiKOBOI HOpMM ab0 HMKUMIT Ha OAMH-ABa
CUIMaJIbHUX BiJXWJIeHHS, Oyq0oBa Tijia MpOIopIiii-
Ha. Pesysbratil nociiiskeHHs piBHS cTaTeBUX TOP-
MOHIB y KpoBi B Iybepraruuii i mocrnybepraTHuil
rnepiofn cBi4aTh PO TMepPBUHHUI (TilleproHajo-
TPOTHUN ) TIMTOTOHAAN3M, TOKAa3HUKU CIIEPMOTPaMU
(micng 18 pokiB) — mpo azoocuepmiio [4, 7, 8, 14,
19, 22, 23, 31].

lenetnune mocHifKeHHS MOYUHAIOTH 3 €KCIIPeC-
JIIaTHOCTUKU — BU3HAYEHHS CTATEBOTO XPOMATUHY 1
Y-xpomaruHy B KJITHHAX OYKKAJIbHOTO eIiTesiio.
[Mpu XX-iuBepcii crati y (eHOTUIIOBUX XJIOTYHMKIB
cTaTeBuil XpoMaTH Oy/ie MO3UTUBHUM, Y-XPOMaTUH —
BigcyThiii. OOOB’I3KOBUN HACTYNHUI eTam jiar-
HOCTUKM — BU3HAYEHHS XPOMOCOMHOTO HabOpy
(kapioTHIlyBaHHS) B KyJIBTYPIi JIEHKOLUTIB KPOBi a60
IHIMX KJAITHHHUX JiHigx (pibpobiacTax, KaiTHHAX
ronan) [1, 3]. ¥ pasi BUsABIEHHS KiHOUOT XPOMOCOM-
HOI cTari B naiieHTa i3 4o10BiunM (heHOTUIIOM Heob-
XifHo mrykatu reH SRY 3a m01moMoromn MoJiekyJisp-
Ho-tuTorenetnynoro meroxy (FiSH 3 Bukopucran-
uam crerupivaux JTHK-3ongiB — DYZ1, DYZ3,
SRY) [15, 22, 24, 32, 34]. ¥ pasi migTBepsKeHHs
SRY-neraruBnoro Bapianta XX-iHBepcii crTati
HACTYITHUU KPOK Y IaTHOCTUIII CTAHy — MOJIEKYJISAP-
HO-TeHeTUYHE MAOCTiKeHHS — TOIIYK MYyTaIliil y
renax SOX3, SOX9, FOXL2 rain. [15—18, 22, 33,
34]. 3a HeobxigHOCTI MOKe OyTH TTpOBEeHa Hiotcis
TOHAJ 3 HACTYIHUM TiCTOJOTIYHUM MOCTIiKEHHSAM
Gionciitnoro marepiany. Ciiz 3a3HaunTH, 110 B OLIb-
MIOCTI BUTA/IKIB AiarHo3 X X-iHBepcii cTaTi BCTAaHOB-
JoeTbest abo B mybepratHoMy Billi (HalieHT 3Bepra-
€TBCS IO JOTIOMOTY 3 MPUBOMY TiHEKOMACTIl 4u
3aTPUMKN PO3BUTKY BTOPUMHHHUX CTAaTEBUX O3HAK),
ab6o B nocriybeprarnomy (1ig dyac 0OCTEKEHHS 3
MPUBOJIY IEPBUHHOTO HEILIi/Is). Y BUIIAKAX HAPO/I-
SKEHHS IMTUHY 3 HEMTPABUJIbHUM PO3BUTKOM 30BHITII-
HIiX cTareBUX oprasip (rinmocnagis ta/abo KpPHUIITOP-
xizm) miarao3 46,XX-TICJ] moke OyTH BCTaHOBJIE-
HUH Ha TEPIIOMY POTIi JKUTTS, Y TOOUHOKUX BUTIA-
Kax — i3 HapO/KeHHH.

Tepanist SRY-iosutuBHoi i SRY-HeratusHoi hopm
XX-i#Bepcii cTaTi CUMNOTOMATUYHA, 11 3[IHCHIOIOTH
BigmoBiziHO 10 IIpOTOKOJIIB HAZTAHHS MEITUYHOI J0TIO-
MOTH TIaIliEHTaM 13 TilIOTOHAJIM3MOM, TIHEKOMACTIEIO,
kpurrropxiamom [10]. Cuig HarosocuTn Ha BasKJIU-
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BOCTI HaJIaHHA IICUXOJOTIYHOI IOIIOMOTH TIalli€cHTaM
i3 XX-rectukysasipaum [1C/ 3 MeToI0 yCBiOMIIeHHS
1 CIpUMHATTS HUMU JiaTHO3Y Ta MOAAMBIIOTO iCHY-
BaHHS 3 HUM y CyCHibCTBi |5, 29].

Mera po6oTH — IIpoaHaIi3yBaTH BUIAAKU X X-iH-
Bepcili cTaTi AK NPUYUHY BUHUKHEHHS IODPYIIEHB
cTaTeBoro MudepeHIiioBants y JaiTei

Marepianu Ta MeToau

Y cneniamizoBaHOMY MEIUKO-TEHETUIHOMY I[€HTPI
(CMTIIL) HACJ «Oxmatauts 3a mepiog 1999—
2015 pp. mpoBesieHo perpocreKkTuBHuil anaxiz 150
remernunux kapt giteit i3 [IC/] Bikom Bix 3 nHiB /10
18 pokiB. Ycboro 3a 11eii 1epioj| iarHOCTOBAHO JIECSATD
Bumaakie X X-iuBepcii craTi, 1mo craHoBuTh 6,6 % Bix
3araibHOI KisibkocTi oO6ctexxennx y CMI'TI xBopux i3
[TC/I. ¥ natienTiB IpoBOAUIN IIUTOT€HETUUHUI aHa-
Jli3 3rigHo 3i crangaprHoio Metoaukoi (G-meton
mudepentiitnoro dapbysanus xpomocom) [1, 3],
MOJIEKYJISIPHO-TTUTOTEHETUYHE JIoCJi/pKeHHsT (yo-
peclieHTHa in situ Tibpuansaiis 3a merogoM Pinkel 3
MoaudiKalissMu) 3 BUKOPUCTAHHSIM JIOKYC-CIIeIH-
(iunux 3ouziB CEPX ta SRY (Vysis, Himeuunna) [ 1,
35]. AnaJris 31iiiCHIOBAIN 3a IOTIOMOTOI0 MiKPOCKOTIIB
Nikon E400 ta Nikon eclipse E600. 3pict Busnauaiu
3a JIOIIOMOTOI0 POCTOMipa 3a CTaHJAPTHOIO METOIU-
KOIO 3 OIIHKOIO B curMasjbHux Biaxusnenusx (SDS)
BiJl HOpMU, CTaTEeBUI PO3BUTOK OIliHIOBAIU 3a TaH-
HEPOM BiIIOBIZHO 70 TipoTokoay [10]. Inctpymen-
TaJIbHI JOCJIPKEHHS TPOBOIUIN 3 BUKOPUCTAHHSAM
obJlaJiHaHHS eKCIIePT-KJIacy: YJIbIPasByKOBE I10C-
aipxenns (¥Y3/1) — ma amapari Sonos 5500 i 7500
(Philips), marnitao-pesonatchy Tomorpadio (MPT) —
Ha ammapati Magneton Avanto (Simens).

PesysbraTi Ta 00rOBOpEHHS

Anajniz reHeTMYHUX KapT XBopux i3 XX-Tec-
tukyasipaum [ICJ] y Giibinocti sutmaznkis (80 %) He
BUSBUB OCOOJUBOCTEH aKylIIEPChbKOro Ta CiMEHHOro
aHamHe3y. BiKk Talli€eHTiB Ha MOMEHT IIepIIOTO KOH-
CyJIBTYBaHHS KOJIMBABC Bij 6 Micsiiis 10 18 pokis. Y
TPHhOX BHIIaJKaX 00CTeKeHHs Yy Billi 10 1 poxy OyJsio
[I0B’si3aHe 3 HENPaBUJIbHOI OYI0BOIO 30BHIIIHIX
reHiTasiii i HeoOXiHICTIO MiATBEPAYKEHHS IOILIbHOC-
Ti 0OpaHol TpOMaISTHCHKOI crari. [HIm Tpu namieHTu
(Bikom 13—17 pokiB) OyJiu cCKepOBaHi €HIOKPHHOJIO-
ramu Ha obcreskerns 10 CMTTL 3 npuBomy oxHO- a60
JBOOIYHOrO KPUITOPXidMy ([0 Ta MicJs OpXigornek-
cii) Ta rinoroHajin3My. Y 40TUPbOX BUIIA/IKAX TTAIli€H-
T (BikoMm 16—18 pokiB) 3BepHYJHCS 3 TPUBOJLY J1BO-
6iuHOl TiHekoMmacTii Ta rinoroHaguamy. BigcyTHicTb
KOHTUHTEHTY ctapiie 19 pokiB 3ymoBJieHa THM, IO
MaIi€EHTH 3 EPEKTUIIBHOIO AUCHYHKILIEIO i TEPBUHHUM
HEIUIAM, SKi MOKYTh OyTH IIPOSBAMU CUHIPOMY,
3BepTAIOThCA IO JOMOMOTY [0 CIHeliaTi3oBaHUX
AH/IPOJIOTIYHUX IEHTPIB 1 KJIHIK pPenpoayKTUBHOI
MEIUIIHU.

N2 1 2016

Bunadox 1. Xeopuii A., 3apeecTpOBaHUN Y YOIOBI-
4iii cTaTi, ynepiie orpuMaB KoHcyJibTaiio B CMITLy
Biwi 5 pokis i 8 micsis. Hapoauscs y 310poBux 6arhb-
KiB BiJl IEPIIOi BariTHOCTI, MEPIINX BYACHUX ITOJIOTIB
MIJIIXOM KecapeBOr0 Po3TuHY (CiiHWYHE Tepejie-
skaHHA). Maca Tisia npu Hapo/pkerni — 2600 T, 3pict —
50 cM. 3 HApOKEHHST BUSIBJIEHI BPOKEH] Bau PO3-
BUTKY — aHOpEKTaJbHa arpesid (IpooriepoBaHa B
nepury 100y KUTTs), croBOypoBa rirocuais, 1Booiu-
Huil kpunropxiam. Ilix yac nepeOyBaHHS JIUTHHU B
XipypridHOMY CTaIliOHApi 3iICHEHO ITUTOTEHETHIHE
JOCJIJKEHHS, 3a pPe3yJbraTaMi SKOTO BUSBJICHA
JKIHOUYa XpPOMOCOMHaA cTaTh (kKapiotun — 46,XX
(G-dapbyBanHs)).

Ha MmoMeHT 06cTeKeHHs 3picT XBOPOro CTAaHOBHUB
108 ecm (—1,2SDS), maca tisa — 17 kr (inzekc Macu
tima — 14,5 (< 50 mnepuentuii)). Denorunosi
O3HAKM: eMiKaHT, OYHUI TilepTeJOpru3M, 30BHIIIHI
reHiTajuii chopMOBaHi 32 YOJIOBIYUM TUIIOM 31 CTOB-
O6ypoBOIO rinmocnaji€io, ABOOGIYHUN KPUIITOPXiZM
(He omepoBaHUil), KOrHITUBHA HEJOCTATHICTh JieT-
Koro cryrens. Y 3/l niTBepanio HasiBHICTh T€CTH-
KyJ y MaxXOBUX KaHajax: y HPaBOMY, PO3MipoM
16 x8x7 MM, i B iBoMy, poamipom 15x 7,5 x 8 MM.
Y CMITTI 3a nonomoroio metonay FiSH 3 Bukopuc-
tanugaMm 30u/iB CEPX i SRY nigrsepikeno Hasib-
HIiCTB JIBOX XpoMocoM X Ta ijieHTudikoBaHO JIOKYC
SRY xpomocomu Y Ha KOPOTKOMY TLIedi OJHI€l 3
xpomocom X (kapiotun — 46,XX. ish(Xp11.1-q11)
CEP(X)x2, Yp11.31(SRYx1). Topmonasnbte obcre-
JKEHH 110Ka3aJI0 HU3bKUI PiBEeHb 3arajbHOTO TeCTO-
CTEPOHY B KPOBIi IMPU HOPMATUBHUX IMOKA3HUKAX 1HITUX
ropmowiB: dosikyroctumysmoounii ropmon (DCT) —
3,7 MME/mn (nopma 0,4—3,8), JroTeinisyounii rop-
moH (JIT') — 0,187 MME /M (nopma 0,1—1,4), 3arasp-
Huit tecrocrepon — Menmre 0,025 nr/mu (HOpMa
0,03—0,32), ectpamion — wmente 5,0 nir/ma (HopMa
Mmentire 20). 3a pesysbratamu 0GCTEKEHHST BCTAHOB-
sieno kiiniunuit giaruos: IIC/I, 46,XX-recTukyisspHa
opma, SRY-nosutuBHUii BapianT. PekomenoBana
XipypriuHa KOpeKIlist KPHUIITOPXi3My, 00CTeKEHHS Yy
MICUXO0JI0TA 3 TIPOBE/IEHHAM BiIITOBITHOTO JIKYBaHHS,
JIMHAMIYHE CIIOCTEPEKEHHS 3 KOHTPOJIEM aHTPOTIOMe-
TPUYHUX JAHUX, HAJlaJdi B pa3i MATBEPIKCHHS Tilo-
roHaJM3My B IybepTaTHOMY Billi — 3aMicHa TOPMO-
HaJIbHA Tepartig TpernapaTaMu TeCTOCTEPOHY TIPOJIOH-
roOBaHoOI [il.

Bunadox 2. Xeopuii I., 3apeecTpoBaHUil y Y0JIOBI-
4iii crarTi, yrepiie oTpumaB KoHcyJspraiiio B CMIT]
y Biti 1 pik i 2 micani. Hapoauscs Bij nepiioi Barit-
HocTi 6e3 ycKJajHEeHb, IepPIINX BYACHUX II0JIOTIB,
cimeliHuii anaMHe3 He 0OTsKeHuWit. Maca tina 1pu
uHapomkersi — 3500 r, 3pict — 52 cM. 3 HAPOKEHHS
BUSIBJIEHO aHOMaJIbHY OYZIOBY 30BHIIIHIX CTATEBUX
opratis (IIpoMeKMHHA rirocnaiis, ABOOIYHMIT KPUII-
TOPXi3M), i AUTUHY OYJI0 00CTEREHO 3a MiCIIeM IPO-
JKUBAaHHS 3 METOI0 BU3HAYEHHS XPOMOCOMHOI i
TOHAJHOI CTaTi, a TaKOX 3alepedueHHs BPOJKEHOI
aucdyHKIii HaHUPKOBUX 3asi03. lij yac ormsay
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[IpUBepTae yBary HelpaBu/bHa OyJ0Ba 30BHIIIHIX
reHitajiii, mo HaGJMIKYETHCS A0 YOJIOBIYOrO THILY:
nedopMoBaHuMii cTaTeBUI 4JieH, TTPOMEKMHHA Tilo-
crajis, MopoKHi CKPOTO-JIabiaibHi cKaaiKu. 3J1iBa B
MIaXOBOMY KaHaJli MAJbIyEThCS YTBOPEHHS, AKe 3a
pesyapratamu ¥ 3/l ta MPT opranis masnoro Tasa
inentudikoBane sk romaza poamipom 10x 15 mm,
[IPaBOPyY y [AXOBOMY KaHasl, iHTpaabmaoMiHaIbHO
Ta B MAJIOMY Ta3y FOHA/IU HE 3HA/IeHO0. 32 pe3yJibTa-
TaMU [IUTOTEHETUYHOTO JOCJTI/IKEHHS BCTAHOBJICHO
JKIHOYY XPOMOCOMHY cTaThb (kKapiotTun — 46,XX
(G-dapbyBaHHs)), MOJEKYISIPHO-ITUTOTEHETUIHUM
MetozoM (FiSH 3 Buxopucranusam 3onga SRY)
JoBezieHo BizicyTHicTh rena SRY. PiBenb ronasorpo-
ninie — Ha pgonybGeprarHomy piBai (DCT —
1,01 MME/ma (mopma 0,2—2,8), JII' — wmenme
0,1 MME/ma (Hopma 0,1—1,3), 3aranbHuii TectocTe-
pon s3umxkenuit — 0,001 nr/ma (wopma 0,03—0,32).
3HificHeHO TPUIEHHY CTaHAapPTHY MPO0Y 3 XOpioHiY-
HUM TOHAIOTPOIIHOM, TiCJIsA SKOi TOKA3HUK TECTO-
crepony cranoBus 0,364 rr/mut (1rpoda Mo3UTHBHA).
Ile cBiuUTH HA KOPUCTH HASIBHOCTI Y XBOPOTO Tec-
TUKYJIAPHOI TKaHWHU. OCTaTOUYHMI KIIIHIYHUI jiar-
no3: IIC/l, 46,XX-tectukynsipua ¢opma, SRY-
HETaTUBHUII BapiaHT. 3 METOI0 YTOYHEHHS TeHe3y
po3Butky XX-iHBepcii cTaTi 3apPOIOHOBAHO ITPOBE-

NeHHS MOJIEKYJIIPHO-TEHETUYHOTO TIONTYKY MYTaIliil
y reHax SOX3 i SOX9.

BucHoBku

1. ¥V pasi HastBHOCTI aHOMaJIbHOT OY/10BU 30BHIlII-
HIX TeHITAM M Yac TPUUHATTSA PIlIeHHS 100
cTaTi HOBOHAPO/KEHOTO He CJIiJl OPIEHTYBATUCS JIUIIIE
Ha KapioTHUII, TOMY 10 XDPOMOCOMHA CTaTh HE 3aBXK/N
30ira€ThCst 3 TOHAIHOIO, TOPMOHATIBHOW Ta (DEHOTH-
MOBOIO CTATTIO.

2. Cniriparts ¢axisiiiB (HEOHATOIOTA, €HIOKPUHO-
Jiora, FeHeTHKa, YPOJIora, ICUX0Jora Ta iH.) i 3actocy-
BaHHsI CYYaCHUX TEHETUYHUX METOJiB OOCTEKEHHS
JAI0Th 3MOry BepudikyBaTu JiarHos, 3iMCHUTH
ONTHMAaJbHO KOPEKTHMII BuOIp crari mamieHra i
[OJIAJIbIITY HOTo peabiiTalliio B COIiyMi.

3. SRY-neraruBauii Bapiant 46,XX-TeCcTUKYJISAP-
HOT (hOpMU TIOPYIIIEHHS CTATEBOTO JiMDePEHITIIOBAHHS
noTpeby€e TMOMANBIIOTO MOJIEKYJISPHO-TEHETHIHOTO
nocripkerns (momryk myTaiiit y renax SOX3 i SOX9
3 METOIO BCTAHOBJICHHS T€HE3y PO3BUTKY MMOPYIIEHHS
crateBoro audepeniioBanus). [nentudikaiis reu-
HUX MYyTallifl CBITYUTD MPO MOKIUBICTD ayTOCOMHO-
PEIeCUBHOTO YCHAAKyBaHHS I[bOTO CTaHy B POJAMHI
(1IOBTOPHUI TeHETUYHUN PUBHK CTAaHOBUTH 25 %).
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HapyweHnue noroBoit AudpchepeHLUpoBKM:
46,XX-TecTukyAsipHasi popma &)J-)MHBepCMSI noAa)

10.A. LLlep6ak
CrnieaAmM3npoOBaHHbIN MEAMKO-TeHeTUUYeCKMI LeHTp, HaumnoHaAbHasi AeTckas cneumMaAn3MpoBaHHas
60AbHULA «OxMaTAET» M3 YkpauHbl, Kues

Iesb paGOTHI — TIPOAHATM3UPOBATH Clydyan X X-UHBEPCUU MOJIa KaK MPUUMHY BO3HUKHOBEHUsI HapyIIeHuit oaoBoii audde-
PEHIMPOBAHNUSA Y JeTeit.

Marepuaibl U MeToabl. IIposesien perpocriekTuBHbI ananu3 150 reHeTHyecKuX KapT AeTell ¢ HapylleHHeM 1010Boil audde-
pentmposku (HITT). 3a mepuox 1999—2015 rr. iuarHocTupoBato AecsaTh crydaeB X X-uHBepcun mosia. [larmentam mpoBo/IiIn
rurorenerndeckuit (G-meron auddepenHnnanIbHOr0 OKpallMBaHUsS XPOMOCOM) U MOJIEKYJISPHO-IIUTOTeHEeTUYeCKUl aHaIn3
(aryopeciienTHas in situ THOPUAN3ATINST) ¢ WCTIOIb30BaHUEM JIoKyc-crieruduunbix 3007108 CEPX u SRY.

PesyabraTsl U 06cyskaeHne. Bo3pact maiuenToB Ha MOMEHT TIEPBOTO KOHCYJIBTUPOBAHUS KoJiebasicst oT 6 mecsiiies 10 18 Jer.
Obparrenne 6bIT0 060CHOBAHO HATHINEM HEPABIIBLHOTO CTPOEHNST HAPYIKHBIX TEHUTATMH 1 HEOOXOMMMOCTBIO TIOATBEPIKACHNST
HPABUJILHOCTH BBIOPAHHOTO TIPAXKIAHCKOTO MMOJIA, HAJIMYMEM KPUITOPXU3Ma, THHEKOMACTHM ¥ THIOroHaamM3Ma. llpuseen
COOCTBEHHBII KIIMHITIECKUH OTIBIT 1 OMMCAHBI BA KIMHUIECKNX CIyUas.

BsiBopl. Y peGerka ¢ aHOMaJIbHBIM CTPOEHUEM HAPY KHBIX TEHUTAIMN TIPU POSKAEHUH BO BPEMsI IPHHSTHSI PEIIEHNUST O M0JI0-
BOIT TIPHHA/ITIEXKHOCTN HE CJIeflyeT OPUeHTHPOBATLCS TOMBKO Ha KaPMOTHII, TaK KaK XPOMOCOMHBIH TOJ He BCerja COBMA/AeT ¢
TOHAJIHBIM, TOPMOHAJIBHBIM 1 (heHoTHIIYecKuM. VICIoIb30BaHne COBPEMEHHbBIX TeHeTHYecKnX MeTooB obcenoBanus (FiSH)
TO3BOJISIET BePHMUIIMPOBATD ANATHO3, KOPPEKTHO BLIGPATH TOTOBYIO MPHHAIEKHOCTD TAIIEHTA 1 TPOBOAUTH €T0 TATBHENTITYIO
conuasbiyio peabuurario. SRY-uerarusupiii Bapuant 46,XX-recrukysipuoit hopmsr HITJT TpebyeT naibHeiIero MoieKy-
JIIPHO-TEHETNYeCKOTO NCCAeIOBAHNS.

Kmouesble cioBa: XX-unBepcus 1nosa, cuagpom XX-Mmykunnbl, X X-TecTHKYJIIpHas (hopMa HapylleHus I010Bol nuddepen-
IINPOBKTL.

Disorders of sex development: 46,XXtesticular form (XX sex inversion)

Yu.O. Shcherbak
Specialized Center of Medical Genetics, National Children’s Specialized Hospital «<OhmatdyT», Kyiv

The aim — to analyze the cases of XX sex inversion as the cause of disorders of sex development (DSD) in children.

Materials and methods. The retrospective analysis of 150 genetic cards of children with DSD was done. During the 1999—
2015 years 10 cases of XX sex inversion were diagnosed. Patients were examined using molecular cytogenetic analysis with locus-
specific probes CEPX and SRY.

Results and discussion. The patient’s age at the time of the first consultation ranged from 6 months to 18 years. Patient’s
appeals have been associated with the presence of abnormal external genitalia and the necessity to confirm the appropriateness of
the chosen civil gender, or with the presence of cryptorchidism, hypogonadism and gynecomastia. An own clinical experience and
2 clinical cases were described.

Conclusions. Registration of gender in case of abnormal external genitalia at birth should not be focused only on karyotype
because chromosome gender does not always coincide with gonadal, hormonal gender and phenotype. Using modern genetic
methods (FiSH) helps to verify the diagnosis, to make the correct choice of patient’s gender contributing to its further
rehabilitation in society. The SRY-negative 46,XX-testicular form DSD requires further genetic studies.

Key words: XX-testicular disorders of sex development, XX-male syndrome.
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