OmapoBa MagnHa MapumxkaHoBHa

KMY «BLUO3», KI'T1 Ha TXB «lopoackasa [lMonuknHuka Ne 4» Anmartbl, KazaxcTaH

CUHOPOM TECTUKYNAPHOUN ®EMUHU3ALIMU,HEMOJIHAA ®OPMA

BBEOEHWE. CuHapom TecTtukynapHou pemmHusauum ((CT®D), Moppuca) — reHeTnyeckoe
3aboneBaHue , pa3BuBaloLleecd B pesynbrtate mytauum B reHe AR (androgen receptor gene)
KOOMPYIOLLEro PeLenTOpHbIN Bernok, Heobxoanmbin ANst BO3AENCTBUA aHOPOreEHOB Ha TKaHW.
Oetn poxaeHHble ¢ mMyTaumen reHa AR OObIMHO MMEKOT XEHCKUN (DEHOTUM , MY>KCKOW
roHagHbln N reHetndyeckmn (46 XY) non. Pasnuyaio nonHyto U HenonHyw dgopmy CTO,
KMUHUYECKNE MPOSABNEHUA KOTOPbLIX KOPPENUPYKT OT OTCYCTBUA WK MOMHOW/YacTUYHOM
onokagon dyHKUMM peuentopa. [lpn nonHoU PopMe HapyXXHble MOMNOBble OpraHbl UMEKT
npaBUbHOE XeHckoe cTpoeHune. [Nlpn HenonHon dpopme CTD HapyKHble MOSIOBblE OpraHbl
MOIYT UMETb KaK npaBUIibHOE MYXXCKOe CTPOeHMe , TaK N MHTepCeKCcyanbHOE CTPOEHNE.

(KNMHN4YeCKMU cnyyam)

MATEPUAJIIbl W METO[bl. PebeHok 6 mecsueB, oT 3-oMm bepeMeHHOCTU, 3-e podbl, ECTECTBEHHbLIM
nytem B cpoke 41 Hepenb. Poautenu 300pOBbLI, B CEMbE 2-€ CTaplUMX OeTeu XXeHCKOro rnona, 340poBble.
C poXOeHusa BbICTaBfleH AMarHo3 BPOXAEHHLIW MOPOK pa3BUTUSA rMnocrnagusd, MOLUOHOYHaa dhopma.
PekomeHaoBaHO HabnwogeHne B AOuvHamMuke Yy  yponora. B 5 Mecsa4YHOM BO3pacTe poauTenu
CaMOCTOATENbHO 00paTUNNUCh Ha KOHCYNbTaUUIo K 9HAOKpuHonory. [lpu ocmoTpe . pocTt -69 cm, Bec- 7,7
Kr. HapyXxHble nonoBble opraHbl . oba AMYKO B MOLLUOHKEe, obpallaeT Ha ceba BHMMaHME NeHWrnbHas
rmnocnagms,0oTBEPCTBME YPETPbl HA Tefle MOfioBOro 4reHa. Y4utbiBas pesynbTtaTbl OCMOTpa pebeHOoK
HanpasreH Ha obcnegoBaHUsA ropMoHanbHOro oHa U Ha LIMTOreHETUYECKUU aHanu3 (KapuoTunmupoBaHue),
TaK e KOHcynbTauua reHetuka. [lo pesynbTartam obcnegoBaHun y pebeHka kapmnotun 46
XY.['opmoHanbHbI dooH: TTI- 3,73 mEa/n npn Hopme 0,73-4,77,,PCI — 2,6 mMea/mn npn HopmMe MeHee
3,5, JII-5,44 mMea/mn npn Hopme MeHee 6,34, TectocTtepoH 21,43 Hmonb/n npu Hopme 0,3-10,36,
JcTpagnon meHee 37 nMmonb/n nNpu HOopMme MeHee 86,2r, [ NobynuH, cBA3bIBaOLWM MNOSIOBbIE FTOPMOHb
[CI1I- 148,9 Hmonb/n, AHTUMonnepoB ropMmoH 314,4 Hr/mn. VIHCTpyMeHTanbHble AaHHble: Y3W opraHoB
MOWOHKM oT 08.02.2022r. llpaBoe gauyko 1,3*0,9 cm, npupaTtkm 0,6*0,5cm, neBoe Anm4vko 1,6*0,8cm,
npuaatkn 0,7*0,6cm. 3akntodeHne . Oba anyka pacnonoXeHbl B MOLLUOHKe. ['eHeTn4yeckoe 3akrtoyYeHue
NHK — AR. B 3k3oreHe 7 reHa AR BbigBneHa myTtauma ¢ 2886A T B reMM3UrOTHOM COCTOAHUWU, KOTOpas
Oblna onucaHa paHee B Hay4YHOW nNuUTepaType Kak BEPOATHO NaTtoreHHas v npmBoadllas K BO3HUKHOBEHUIO
CMHApPOMA 4YaCTUYHOMN HEeYyBCTBUTENbLHOCTM B aHAporeHam. [lony4vyeHHbI pe3ynbTaT CBUAETENLCTBYET O
BO3MOXHOCTWU BO3HUKHOBEHUA CUHAPOMA TECTUKYNAPHON eMUHU3aLNN. YuntbiBaa pesynbTaTthbl
obcnegoBaHuUN pebeHKy BbiCTaBrieH anarHos: CMHOPOM TECTUKYNAPHOU peMMHU3ALMN, HENOSTHaA dpopma.

PE3YNbTATbI. YunTtbiBas pe3ynbtatbl 06cnegoBaHn pebeHoK Oblil KOHCYNbTUPOBAH YPOJ1I0roM MOBTOPHO yXe ¢ noasepXAeHHbiM anarHo3om CTO, HenonHaga doopma.
PekomeHgoBaHa xmpyprmyeckas Koppekumsa runocnagum npu JOCTUXKEHUN 2 —X NIeTHero Bo3pacTta. Y4yuTbiBas reHeTnyeckoe 3abornesaHne y pebeHka pekoMeHOoBaHO Tak
Xe obcnegoBaTb MaTb M ABYX cTapLumnx cectep pebenka (Y3 opraHoB manoro Tas3a, LLUTOreHeTU4ecKoe nccrnegoBaHume).

3AKINIOYEHUE. Taknm obpasom, y AeTen C BPOXKOEHHbIMW NOPOKaMM pa3BUTUSA B BUAE rMnocnagum Ans CBOEBPEMEHHOIO BbISIBIEHUSA Owmaposa Mazuva

MapunxaHoBHA, MarmcTpaHT

nnn ncknodeHna CTO BaxHO NpoBOAUTL KOMMMEKCHOe obcrneaoBaHue, BKAOYaloLLlee He TONbKo OCMOTp yponora, Y3W, Ho U > rona KMY «BLUO3», Bpau
reHeTn4eckoe KoHCynbTUpoBaHMe, ropMoHarnbHoOe uccriegoBaHme, coop reHeanorn4yecknx aaHHbiX. PaHHee BbisiBreHne CTO SH/OKPUHOTIOT, FOPOACKas

nonuknuHmka Ne4, ropoa

nomMoraeTt JeTaM aganTupoBaTb K COCTOSIHUIO C AeTCTBa W NpeoTBpaTUTb pa3BUTUE OCMNOXHEHUI, TaK Kak Npu No3gHo AnmaThl. Kasaxcrar
anarHoctnpoBaHHbix criydasx CTd (ocobeHHo B nybepTtaTHOM nepuoge) AeTu, nocrne noCTaHOBKW AuarHo3a MOryT HYXOaTbCA B Tenedon: +77782986824

NOMOLLM NCUXOSora.
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