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O6bveguHeHne

AKTYa/IbHOCTb U LUeNb e PIO

AyTOCOMHO-IOMHUHaHTHAas TyOyJouHTepcTulIMaibHas 0oje3Hb nmouek (AJITBII) — 3To peakoe reHeTu4ecKu
JIETEpMUHUPOBAHHOE 3a0osieBaHve. Ha ceromHsimHuii 1eHb OOHApy>KE€HO MHOXKECTBO TI'€HHBIX MYTAallUi,
Bbi3bIBaOIMX AJ[TBII B renax ypomomynuna (UMOD), penuna (REN), myuuna-1 (MUCI) n sinepHOrO
dakropa remarouuToB 1B (HNFIB). Kinunuueckas KapTuHa 3aBucUT oT Tuna wmytanuu: AJ[TBIT -

UMOD Bwi3BaHa wmyTanuamu B reHe UMOD, kogupyroomeM YpOMOAYJIHWH, W CBsi3aHA C BBICOKOU
pacpoOCTPaHEHHOCTHIO TOAPOCTKOBOM monarpel. Ilaromoruss wumeeTr ClEAYyIOMIHME XapaKTEPUCTHUKHU:
MUHUMAJIbHAsA TPOTEUHYpUs (WM €€ OTCYTCTBHE), MEIJICHHO MNPOTrPEeCCUPYIOIIEe TEUCHUE XPOHUUYECKOU
0OJIe3HU MOYEK C JEO0HTOM B MOAPOCTKOBOM BoO3pacTe. [unepypukemMus 4acTo MPUCYTCTBYET C PAHHETO
BO3pacTa, a mojarpa (B pe3yJbTaTe CHUKCHHUS BBIBEJACHUS MOYEBOM KHUCJIOTHI IOYKAMM) Pa3BUBACTCS Y

55% OOJIbHBIX C TEUCHUEM BPEMEHHU.

[enb: npenocraButh KanHuueckoe onucanue ciayudast AJITBII- UMOD y pebGeHka.
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Monogbix He@ponoroe
Poccun u Hoseix Heaasmcumbix
rocyaapcTe

OnucaHue KIMHAYECKOIO ClIydas ¢ HMCHOJIb30BaHHUEM
KOMIUIGKCHON  JUArHOCTHKHM,  BKJIIOYAIOIICH:  KIWMHUKO-
1a0oparopHOE€  HAONIOAEHHME, aHaIW3  HACJICACTBEHHOTO
aHaMHE3a, IMHAMUYECKOE HE(PPOJIIOTHIECKOE HAOIOICHHUE.
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Poccun u Hoseix Heaasmcumbix
rocyaapcTe

JleBouka, 7 7eT, BIEpBbIE OOHAPYKEHO IOBBIIICHUE YPOBHEH MOYEBOM KHCIOTHI, MOYEBUHBI U
ceIBOpoTOUHOro kpearnHuHa (pCK® - 86,8 mui/mMun/1,73M2) npu OTCYTCTBUM MOYEBOTO CHHJpPOMA.
Oo6pamaer Ha ceOs BHUMAHHUE OTSTOLICHHAs! HACJIEICTBEHHOCTD O JIMHUU Marepu, (mpabadka, Aen,
Opat aena, MaTh, TETA - POJIHAs cecTpa MaTepH) - Ilogarpa, XxpoHn4YecKuii TyOyJIOMHTEPCTUIIMAIBHBIN
HepuT ¢ ucxoaom B XITH.

C y4yeToM ayTOCOMHO-JOMMHAHTHOIO THIIA HACJIEAOBAHUS COIVIACHO AaHAMHE3Y W PE3YJIbTAaTOB
MOJICKYJISIPHO-T€HETHUECKOro ucciaeaoBanus — nanenb NGS «HacneacrBeHHbIe 3a00JI€BaHUS ITOYEK)
(BbIsSIBJICHA T1aToreHHas 3ameHa g.20359940G>T (c.782C>A, p.P261H) B reTepo3UroTHOM
coctosHuM B reHe UMOD), Obll  BBICTaBI€H JMarHo3 -  AyTOCOMHO-AOMHUHAHTHAas
TyOyJIOMHTEPCTUIIHAIbHAS 00JIE3Hb MOUYEK, reTepo3urotHas mytauus g.20359940G>T B rene UMOD
(ceMeiliHas IOBEHUJIbHAS runepypukemMudeckas Hedpomnarusi). HazHaueHa tepanus aaionypruHOIOM.

Bo Bpems panbHEWIEro HaOMIOACHHS YPOBEHb MOUYEBOM KHCIOTHI OCTaBaJiCs B IIpejaenax
pedepeHca, oTMmedanoch mnporpeccupoBanre XbII no 3 craguum, BBIABICHA apTepUalibHAs
rutiepreH3uss 1 crenenu. Ilpu KOHTpoJie TMOKazaTejaeid KpPOBU META0OIMYECKOTO aluao3a,
AIEKTPOIUTHBIX HAPYIIECHUM HE ObLJIO OTMEUYEHO, THIIEPYPUKEMHUS OTCYTCTBOBAJIA.
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'occui u Hoeeix Heaasmcumeix
rocynapcTs

ATIABII-UMOD npencraBiasgeT coOOM CIOXHYIO JUAarHOCTHYECKYIO 3ajady,
TpeOYIOLIYI0 KOMIUIEKCHOTO MOAX0/a, KOTOPBIM BKJIKOYAET aHAJIM3 HACJIEICTBEHHOTO
aHAMHE3a, KJIMHUYECCKOM KapTHUHBLI M PE3YJIbTATOB TE€HETUYECKUX HCCIICIOBAHUMN.
DTO SBISICTCSA KJIIOUYOM K PAHHEMY BBISBICHHUIO 3a00JICBaHUS, CBOECBPEMEHHOMY
HAa4a 1y TEPANWU U YCHEITHOW TPAHCIUIAHTAIIUN MTOYKH.

AJITBII sBnaserca axkTyallbHOM HOpOOJIEMOM B COBPEMEHHOM MEIMIIMHCKON
npaktuke. Hus3kas OCBEIOMIEHHOCTh Bpadyeu IMEAUATPUUYECKOrO 3BEHA U
HEIOCTAaTOYHAs HACTOPOKEHHOCTh B OTHOIICHHUM PEIKHX I1aTOJOTHM Ha (DOHE
HECNECUU(PUUHOCTH WX  PAHHMX  KIMHHUYECKHUX  IIPOSIBICHHH  3aTPYAHSIOT
CBOCBPEMCHHOE BBISBICHHE 3a00JIEBaHUS, YTO, B CBOK O4YEpedb, YCYyryOJser
IIPOTHO3 JIJIS ITAllMEHTA
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