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TPUAJA MOPOKOB PA3BUTUA Y PEBEHKA
rPYAHOIr 0 BO3PACTA C CUHOPOMOM BAPAKATA

MpsisHoBa A.A., MupoHoBa B.A., Xoxnosa A.ll.,
3usiokuHa K.C., JllazapeBa M.A.

HayuHbin pykoBoguTtens: goueHT E.A. CapkucsH

Poccuiicknin HaumMoHanbHbIM UCCrnenoBaTeNbCKUN
MeauuUnHCKMIM yHuBepcuteT nmenn H.U. Muporosa
MwH3zgpasa Poccuun, Mockea, Poccus

KnroueBble cnoBa: cuHOpom bapakama,; eeH GATAS3;
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myaoyxocmb; 0OHOCMOPOHHUU 1MO3; KIUHUYecKue
nposieneHusi; duazHocmuka

AxtyansHocTb. Cunapom bapakara (HDR syndrome, MIM
#146255) — 3aboneBaHue, 00yCIOBIEHHOE MyTaluell B reHe
GATA3, xIMHUYECKU NPOSIBIAIOIIEECs TPHAL0U: TUIONAapaTHPeos,
HEeHpPOCEHCOpHAsl TYTOYXOCTh, 3a00JIeBaHus Mouek. [ unomaparupe-
03 UMeIoT 93% OONBbHBIX, HEHPOCEHCOPHYIO TYTOYX0CTh — 96%,
nopaxeHus nouek — 72%, a cpeHuii BO3pacT AMarHOCTUKU ITOH
naronoruu coctaniser 23 roga. Onucanst oxono 200 ciyyaeB CHH-
JIpOMa; B OTEYECTBEHHOM TuTeparype — 2 ciydast TUarHOCTUKU
y G0JIbHBIX B Bo3pacTe 7 U 13 ner.

Onucanue Knunuueckozo cayuas. Manwuvk K., ot 2-it Ge-
pemMeHHocTH, 2-X ponoB. [lo MarepuHCKOW JTMHUN HACIECTBEH-
HOCTB OTSATOIIeHa 3a0oneBanusMu nouek. [Ipu Y31 Ha cpoke re-
crauuu 29 Hen ObUIM JMAarHOCTHPOBAHBI MAJIOBOJIUE, TUCTLIA3HS
[OYEK, PACIIUPEHUE OOIBIION IIUCTEPHBI TOJIOBHOIO Mo3ra. Po-
nuiicst Ha 39-ii Heznene, pHu poXkaeHUH Macca tena 3560 r, -
Ha 51 cM, orieHka o mikane Anrap 8/9 6amios. B ponuisHOM 10-
Me TOATBEP:K/ICHBI TOPOKH PAa3BUTHUS MOUYEK, CIIPAaBa BBISBICHBI
HapylleHue ciyxa 1 nto3. Ha 4-e cyTku ku3HU nepeBesiéH B oT/e-
JICHHE MaTOJIOTHH HOBOPOXKIEHHBIX B CBS3U C aHypHUEHl, a30TeMHU-
eil (kpearuauH — 401 Mxmonb/1, ModeBuHa — 14,0 MKMOJIB/IT),
YTO PaCIEHEHO KaK 0CTPOE MOBPESKACHHE MOYEK Ha (POHE aHOMa-
JIH X pa3BuThs. [lokazaHuil 41 3aMECTUTENBHON IIOYEYHOM Te-
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pamuu He ObuT0. CocTosTHHE PeOEHKA yAaI0Ch CTaOMIHM3HPOBATD
KOpPEKIUeH 3JIEKTPONUTHBIX HAPYIIEHUH pacTBOPAMH IIIFOKO3BI
U coJei B CyTOYHBIX MOTPEOHOCTSX, BBIMUCAH U3 CTAI[lOHAapa.
B Bo3pacre 1,5 mec rocnuranuzupoBas ¢ cygoporamu. Jlabopa-
TOPHO OTMEYAJINCh: TUITOKaIbIeMus — 1,32 MMOJIb/1, rUrmomMar-
nuemus — 0,73 mmonb/n, runepdocdaremus — 2,69 MMOIB/ I,
CHIDKEHHE ypoBHeH nmaparropmona — 7,8 nr/mur. Hapacraromias
THITOKAJIBIIUEMHS TIOTpeOOoBaIa BBEICHHS KaJIblMs TIIIOKOHATA
B nepBOHadanbHO# 103e 1000 Mr/cyT, ¢ mocCaenyronmM yMeHb-
IIEHUEM J03bI U IIEPEBOJOM Ha HpI/IéM BHYTPb U OTMEHOM IT0CIIe
koppekuuu. Hannuue Tpuansl: rumomnapatiupeos, HeMpoceHcop-
Has TyroyXxocCTb, 3a00JI€BaHUS TIOYEK apryMEHTHUPOBAJIO MOJIEKY-
JSIPHO-TEHETUYECKOE UCCIIEJOBAHME ISl TIOATBEPIKICHUS CHHIPO-
Ma bapakara. beua BeisiBiieHa retepo3uroTHas mytaius (HG3S,
chr 10: 8069501G>T, ¢.953G>T), nprBozsIIas K aAMUHOKHCIIOTHOM
3amene p.(Cys3 18Phe). Ha nanubiii MoMeHT Manpuuky 11 mec.
Habmnronaercs y Hedponora, sHI0KpUHOIOTa ¥ Kapauonora. du-
3U4ECKOe Pa3BUTHE COOTBETCTBYET BO3PACTY, OTMEUAETCS 3aepiK-
Ka HEPBHO-TICUXHYECKOTO PA3BUTHSI.

3akaouenune. Cunapom bapakara MoxeT 1e0HOTHPOBATH
OCTPBIM MOBPEXICHUEM MOYEK, HAPYIICHUSIMHU SJIEKTPOIUTHO-
ro rOMeOCTa3a, B OCHOBHOM T'HIIOKaIbI[HEMUEH, U ObITh AUATHO-
CTHpPOBAaH B I'pyIHOM Bo3pacte. B naHHOM cityyae 3aboneBaHue
3a1o03peHo B Bo3pacte 1,5 Mec U MOJNEKYISIPHO-TeHETHUECKH
MOATBEPKAEHO B 6 Mec. Myranusi, oOHapykeHHas y pedénka K.,
OTIMCHIBAETCSI B JIUTEpaType BIEpBble. Penkas reHHas myTamus,
BEPOSATHO, XapaKTepHU3yeT Hadajao KINHUIECKOH KapTHHEI B HEO-
HaTaJIbHOM NEPUOAC U HAJIUYUEC COYCTAHUSA OZLHOCTOPOHHCi/i ny-
XOTBI U 1ITO3a Ha TOW K€ CTOPOHE.
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