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BBenenue. TUIOTIIMKEMUN — CaMO€ YacTOe MEeTabOIMYeCcKOe pacCTPOICTBO, BCTpEYaroIeecs B
paHHEM JIETCKOM BO3pacTe, KOTOPOE MOXET OBITh MEPBBIM, & WHOT/A €IMHCTBEHHBIM, CHMIITOMOM
LIEJIOTO CIeKTpa 3a00JIeBaHUN. DTHONOTHS OTPEeNIsIeT XapakTepHble KIMHUYECKHEe 0COOCHHOCTH Te-
YEeHHSI TUMIOTIIMKEMHYECKOTO CUHApPOMa. [IMarHoCTUKY 3aTpyqHsIeT BapuabeabHOCTh U Majiasi CIeIH-
(bMYHOCTH CUMITOMOB THIOIITUKEMUU. OCHOBHOW MPUYUHOW TMEPCHUCTUPYIOMUX THUIIOTIIHKEMHUHN Y
JeTel TIEPBBIX JIET JKU3HHU SBISIETCS BPOXKACHHBIN runepuacynuausM (BI'N).

BI'1 — 310 HacieacTBEHHOE 3200JI€BaHNE, XapaKTepU3YIOIIeeCsT HeaIeKBaTHON THIIEPCEKPeIHeH
WHCYJIMHA B-KJIETKaMH TOKEIYJOYHOH Kene3bl. Manndectupys Kak MpaBuiIo B HEOHATAILHOM TIe-
puozne, BI'U mpencrasiser co6oli O0NbLIYI0 yrpo3y, KAK B OTHOIICHUH BBDKMBAEMOCTH MalMCHTOB
IIPU TIO3/IHEH TUAarHOCTHKE, TaK U B OTHOIICHWH PUCKOB TSDKEIBIX HEBPOJIOTHUYECKHUX OCIOXKHEHUH
IIpU HEaJleKBaTHOW Tepanuu. B cBs3u ¢ 5TUM paHHEe BBISBICHHE THITOTITHKEMHUH, YTOYHEHNE €€ ITH-
OJIOTHUH, B TOM YHCJIE C ITOMOIIBI0 MOJIEKYJISIPHO-TEHETHYECKOTO aHaju3a, CBOEBpEMEHHas MenKa-
MEHTO3Hasl Teparusi ¥ KOHTPOJIb 32 COCTOSTHHEM YTJIEBOJHOTO 0OMEHa, SBISIOTCS] BAXKHBIM COCTaBIIS-
oMY BeeHus naureHToB ¢ BI'U n npodunakTike y HUX TSKEJIBIX HEBPOJIOTHUYECKUX OCIIOXKHE-
HHUH.

Heab. [IpoBecTn aHanM3 U OLEHKY AaHHBIX aHAMHE3a M KIMHWYECKOTO TEUCHUS 3a00JeBaHUSA y
pebeHKa ¢ BpOXKACHHBIM OpPraHUYeCKUM THIIEPUHCYINHU3MOM.

MarepuaJjsl u MeToabl. .JleBouke ¢ BI'U u ee poacreennukam 1-if u 2-i1 cTenenu poacTBa mpo-
BEJICHO MOJIEKYJSIPHO-TEHETHUECKOE HCCIIEI0BaHNE — CEKBEHHPOBAHUE IMOJIHON KOIMPYIOMIEH ITo-
cienoBarenbHOCTH TeHa ABCC8 (OMIM*600509). Ilepron HabmroaeHUS 3a MAIMCHTKON 8 JIeT.

Pe3ynbTarthl. (onrcanne KIMHUIECKOTO CiIydasi) IeBOYKa OT 6-if 0epeMeHHOCTH, TPOTEKaBIIEH Ha
(oHE recTallMOHHOTO CaxapHOTo nuadeTa U TUIOTUPOKCHHeMUH. [leprHaTaNbHbI aHaMHE3 OTATrO-
LICH — y MaTepy HEOJHOKPATHO CAaMOIPOU3BOJIBLHOE IPEpPbIBaHNE OEPEMEHHOCTH Ha pAaHHUX CPOKaXx.
Ponbr mytem xecapeBa cedenus Ha 40 Henmerne recTanuu (STOAMYHOE MpeJIe)KaHUe, KPYITHBIA TUION).
Bec tema npu poxknennn 4660 1, mmuHA 55 cM, orteHKa o Amnrap 8/9 6anos.

C mepBbIX CYTOK JKU3HHM YXYIUICHHE COCTOSHUS, CONPSHKEHHOE C TMIOTIIMKeMHeH (caxap KpOoBH
2,0 —1,2—3,7— 1,8 — 4,7 — 2,2 mmonb/n), norpedoBaBiias BHyTpUBEHHOTO BBeneHus 10 —
20% pacTBOpa MIIIOKO3bI U INIIOKOKOPTUKOUIOB.

Ha ¢one runormmkeMnn M mocje Hee OTMEYAIOCh CHM)KEHHE COCAaTeNbHOTO pedrexca, BHTa-
TeJIbHOW aKTUBHOCTH, BSAJIOCTH, THIIOTEPMHSI, TOHUKO-KJIOHUYECKHE cyqopord. Ha 5-e cyTkm sxu3HU
MepeBe/IcHa B OTACICHUE MMaTOJIOTUU HOBOPOXKICHHBIX nepuHaranbaoro neatpa CIIBI'TIMY. Ilo pe-
3yJabTaTaM KIIMHUKO-J1a00paTopHOro 00CIIeI0BaHUS 3apEerHCTPUPOBAHbBI BHICOKHE MTOKAa3aTeIH YPOBHS
nHcynnHa (25,9 mxEn/min) n C-nentupa (8,08 HI/MiT), KETOHBI 1 aMUAK B MOY€ U KPOBH OOHAPY KEHBI
He ObuTH. [loNydarna Tepanuio aHaJIOTOM coMaTocTaTHHa (OKTPEOTHI, max 25 MKI/KT/CyT), Ha dhoHe
KOTOPOW HE y/1aBajloCh JOCTUYb CTOMKOW HOPMOIJIIMKEMUU.

[Ipunumas BO BHMMaHHE YIMOPHBIN XapakTep MEepCUCTUPYIOUIUX T'UIOTTIMKEMUN, BBICOKYIO IO-
TpeOHOCTH B TNMIOK03€ (Oosee 8 MI/KI/cyT), MOBBIICHHBIH YpOBEeHb HHCYAUHA U C-TIenTHAa B KPOBH,
JIEBOYKE OBIJIO BHITIOIHEHO MOJICKYIISIPOHO-TEHETHYECKOE UCCIIeIOBaHNE — CEKBEHHPOBAHHE MTOJTHOM
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Kommpyromel mocnenoBaTenbHOCTH TeHa ABCC8 (OMIM*600509). BrIssBIIeH KOMITayHI-TETEPO3H-
roTHbIi BapuaHT p.Glul478 Arg marepunckoro npoucxoxaeHus u p.Glul28Lys — otmosckoro. Tak-
Ke MOJIEKYISIPHO-TeHETHYECKOE HCCIIeJOBaHNE MPOBEACHO POIUTENsIM peOeHka. s yTodHeHus
nipupobl 3aboneBanus BoirtosiHeHO [IDT-KT ¢ 18F*-lonoii. Kaptuna coorBeTcTBOBasa nuddy3Hoit
(hopme 3aboneBanus. [lanmenTke OBIIIO HA3HAYECHO JedeHUE aroHrcTaMu ATM-3aBUCHMBIX KaJlHEBhIX
KaHaJIOB (IMa30KCUI — max go3a 15 MKr/kr/cyT). B Tedenue Hemenu JOCTUTHYTA CTOWKas HOPMO-
[JTUKEMUSL.

B Hacrosiiee BpeMs JeBOYKa XOPOIIO KOMIICHCUPOBaHa Ha (DOHE AUETHI U TePANUU JHA30KCHJIOM.
Pacrer u pa3BuBaeTCs HOpMAIBHO, MMOCEMIAET 00IIe00pa3oBaTeIbHy0 MKoy. [IprcTy sl rumoranke-
MuHu peakue 1-2 pasa B Toj1, BOSHHKAIOT Ha (hOHE MHTEPKYPEHTHBIX 3a00JIeBaHU 1 CBA3aHBI CO CHU-
JKEHUEM anneTuTa. YpoBeHb uHcyanHa ot 2,0 mo 18,4 mxEn/mn, C-nentuaa or 1,3 mo 6,5 Hr/mi,
HBAlc 4,6 — 5,0%. Ilo nanubim D3I Bo3pacTHOM puTM AepOpMUPOBaH, OUYaroBble U3MEHEHUS U
AMUJICTTH(POPMHAS aKTUBHOCTB HE BBISIBJIICHBI, ()OTOTTIAPOKCU3MaIbHEIH O0TBET. [[pu MP-uccnenosanuu
TOJIOBHOTO MO3Ta U THIO(H3a JaHHBIX 33 HAJUYHE ITaTOJIOTUYECKUX U3MEHEHHH HE TOJTY4YeHO.

BoiBoabl. binarogapst panHelt IUarHOCTHKE U ITOTHOHN BepHU(HUKAIIASI THATHO3a C UCIIOJIb30BAHUEM
MOJIEKYJISIPHO-TCHETHYECKOTO MCCIIeIOBAHNS YAIOCTh CBOCBPEMEHHO TIO00paTh aJIeKBaTHYIO Tepa-
MU0 ¥ U30€KATh TSKEIIX HEBPOJIOTHUECKUX OCIOKHEHUH.
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