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KNMMWHWUYECKUU CINTYYAU NEPBUYHOU HAONMOYEYHUKOBOWU HEOOCTATOYHOCTU, OBYCINOBNEHHOU MYTALUMEW B N'EHE
NROB1

BBEOAEHUWE. XpoHu4yeckasa nepBuyHaa Hagno4vyevyHukoBasa HepoctaTo4yHoCTb (XIMHH) — atnonornyeckn
rereporeHHoe 3aboneBaHue, odOycnoBrieHHoOe AedPUUUTOM CUHTE3a U CeKpeuunm KOpTU3osila B Kope
Hagno4yYe4yHukoB. OgHOU U3 pegkKux NPUYMH pas3BUTUA AaHHOro 3aboneBaHusa y aeten aBnsaetca X-
cuenfieHHasa runonnasusa HaganovYevyHUKoB, obycnoBrieHHaa mytauuven B reHe DAX]. lNpeacrtaButenwu
cynepcemenctsa saaepHbix peudentopoB NROB1 (DAX1) u NR5A1 (SF-1) wrparoT BaXxHyH pPoOJb
B pa3BUTUM HaOQNoO4YeyHUMKOB U TroHag wv  perynauum ctepouporeHesa. Mytaumm B reHe DAXI1
Bbi3biBalOT X-CUensfIeHHY BPOXAEHHYIO rmnonnia3svio Hagno4Ye4yHUKoB, BO3HUKaKOLWeN B OOSNbLUMHCTBE
cny4yaeB B paHHeM OEeTCKOM Bo3pacTte U rmnoroHagoTponHbIM runoroHagu3Mom, nposiBnAwWMMCA B
nybepTaTHOM nepuoae.

Manbuuk 4 net noctynun B N'bY3 CK «KpaeBaa getckaa KnmHu4yeckas 6onbHuua» r. CtaBponosns B TAXESIOM
COCTOSAAHUM C 3anu3ogamu runornmkemumn o 1,3 mmons/n. NpoBepgeHo obcnepgoBaHue ONA UCKIKOYEeHUNA
runornmkemmyeckoro cuHpgpoma. lpmn ocmoTpe odOpawana Ha cedbs BHMMaHUE BblipaXeHHasa CcnadocCTb,
BANOCTb, MNMMNeprnMrMeHTauma KOXHbIX NOKPOBOB.

N3 aHamHe3a 3aboneBaHuUsn U3BECTHO, YTO MNoOcCrie nepeHeCeHHOU pPoTaBUPYCHOU UHGeKuun y pedeHka
BriepBble NMOABUJINMCb U CTariu HapacTaTb XarodObl Ha cnadocTb, BANOCTb, CHMXXEHUe anneTuTa, TAra K
coneHon nuwe (ctan ynoTpebnAaATe B OONbLLIOM KONIMYECTBE KanMbILUKUM 4Yauh U CONeHble orypubl). B
AVHaMUKe npucoeanHMnacb MHOroKkpaTHas pBoTa.

AHaMHe3 XU3HU. pebeHOK OT 2 bepeMeHHOCTU, nNpoTteKkaBLlen 0e3 ocodbeHHocTen. Poabl — 2, B cpoke 38
Heaenb nyteMm OKC. Bec npu poxaeHuun - 3200 r (SDS=-0,01), pocTt - 51 cm (SDS=0,82). HacheacrBeHHbIN
aHaMHe3. MO0 3HAOKPUHOMNMATUAM He OoTAroweH. Y pedbeHka poaHasa cecTpa — 340poBa.

[Mocne nony4vyeHunsa pe3ynbTaToB J1TabOpPaTOPHbLIX aHANIM30B. HapyLUeHMe 3NeKTPONMUTHbLIX noKa3aTtenen — runepkanmemMma po 6,5 mmonbs/n, runoHatpmemua ao 130 mmonsb/n, rnwoko3sa — 2,3-3,8 mmonb/n, B coyeTaHun €
KINTMHUKO-aHaAMHEeCTUYeCKUMN U OO BbEKTUBHbIMU AaHHbIMU, NMPUBESIO K MbICSIM O HaNU4UM y pebeHKa Haano4Ye4YHMKOBON HeAOCTaTOYHOCTU. B ropMmoHansHOM npodune - kKoptuson - 30 HMonb/n, peHnH npamon>500,0
MKME/mn, OI9A-c<0,1 mkr/ign (0,5-19,4), 17-0OMI'< 0,03 HWr/mn (0,20-0,80), TectocTtepoH<0,087Hmonb/n (0,1-1,12). lNokasaTtenun Kanbuuu-cpoccopHoro odbmeHa, TUpeoUOHbLIN cTaTyCc - 6e3 ocobeHHocTen. KT
HaaNoO4Ye4YHUKOB 0e3 MNMPU3HAKOB CTPYKTYPHbLIX U3MeHeHUU. PeHTreHorpadusa Kuctem ¢ nydesansctHbiMM cyctaBamu. KB=3-3.5 rogam. B Tepanumum HasHa4veHbl npenapaTtbl rupgpokoptusoHa 6,25 mr/cytkm (0,5

Mr/kr/cyTkun), donygpokoptnsoHa — 0,1 Mr/cyTKu.

C uenbo BepudpunkaumMm guarHosa nauumeHTy Ha3HayeH MONEeKYNApHO-reHeTU4YeCKUU aHanus (B pamkax nporpammbl «Anbda-dHao») no pesynbrtatam Kotoporo B reHe NROB1 B 1 3k30He OOHapyXxeH paHee He
onucaHHbIN B nutepartype BapuaHTt (HG38, chrl:30309050C>T, c. X>X) B rOMO3UrOTHOM COCTOSIHUM, NPUBOAALLMN K (POPMMPOBAHUIO CTOMN-KOOAOHA U npexpaeBpeMeHHOU TepMuHauuum TpaHcnauumm p.Trpl05Ter ¢

rmyonHon nokpbITUAa 88X.

Ona yTouHeHUn ctaTyca (yHacrnenoBaH U BO3HUK de novo), npoBeAeHO uccriegoBaHme bmomarepuana mambl pebeHka, oaHako B reHe NROB1 B 1 3k3oHe 3ameHa c.315G>A (p.Trp105Ter) He BbiaBNeHa. lpoBepeHue

reHetTnu4ecCcKoro nccrsiegoeaHmA oTly He yaanoch.

SAKITIOYEHUE. laHHbIN cny4yaun noKasbiBaeT ocobeHHocTn TeyeHmsa XIMHH, accounnpoBaHHou ¢ BapunaHTtom mytauum B reHe NRBO1 B 1 3K30He, a TaK e yKa3blBaeT Ha nepBoCcTeneHHoe 3Ha4YeHune

MOJEKYJNTAPHO-TeHETU4YeCKOro mccifnenoBaHmAd B nOCTaHOBKE ANArHO3a.
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