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TE3UChI LOKITALOB IV BCEPOCCUWCKOWN HAYYHO-MPAKTUYECKOW KOH®EPEHLIMN
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CUHAPOM NANITUCTEPA-KUITNTUAHA
Y FPYOAHOIO PEBEHKA

XaputoHoBa H.A., BacapruHa M.A., pe6eHkun O.U.,
KokuHa M.1O.

HaumoHanbHbIi MEOULNHCKUI UCCrenoBaTerNbCKUM LEHTP
3popoBbs geten Munsgpasa Poccun, Mocka, Poccus;

Kntouesnbie criosa: cuHOpom lMannucmepa—Kunnuaxa;
8POXOEHHBIE MOPOKU passumusi

Axmyanvnocms. Cunpom Iannucrepa—Kunnuana (terpacomus
12p, cunapom Mo3am4yHOi n30xpoMocoMsl 12p) (OMIM 601803) —
OYEHb PEIKOe TeHeTHUEeCKOoe 3a00JIeBaHIe, XapaKTePU3YIOIeecs MHO-
JKECTBEHHBIMU aHOMAJIMSIMHI PA3BUTHS, ACCOLMUPOBAHHOE C YMCTBEH-
HOH oTcTanocTeio. CUHAPOM 00yCIIOBNIEH HATUYHEM aHOMAJIbHOH Xpo-
MOCOMBI, Ha3bIBAEMOW MaJION JOIOJIHUTEIBHON MapKEPHOH XpOMOCO-
Mmoii (sSMC). Yactora BctpeuaemocTs 5,1 Ha | MIH HOBOPOXKAEHHBIX.

Onucanue knunuyeckoeo ciyyas. JleBouka P. moctynuia B oT-
JIelIeHne TTaTOJIOTHH HOBOPOXIEHHBIX B BO3pacTe 4 Mec KH3HHU.
[pu noctyruiennu obparuany Ha cedsi BHUMaHHe 0COOCHHOCTH (e-
HOTHNA: cenu(UIECKUii POCT BOJIOC Ha TOJIOBE B BHIE «3aJIBICHH» B
00acTi BUCKOB M 3aThUIKA; IIMPOKHH, BEICOKHUIT 100 ¢ MOPIIMHUCTOMN
KO>KeH; Tpy0O0CTb UepT JIMIA; BBICTYIAIONINE TEMEHHBIC OYTphI; 3amaB-
IIee MePEeHOChE; HOC C OTKPBITHIME BIIEPE HO3APSIMU; THIEPTEIOPU3M
I1a3; JUIMHHBIA (UIIBTD; aKpOMHAIIBHBIE SIMKH; TIOTIepevHast JIaJ0HHas!
cKkiasika crpasa. u3udeckoe pa3BUTHE BHIIIE CPEIHETO, TU3TrapMo-
HU4YHOe. B obnactu HeoaHnyca — octarku mBOB. [10 0CTaIbHBIM Op-
raHam 0e3 IaToJIOrMYecKnX M3MEeHeHHuH. B HeBposormueckom cra-
Tyce: 3aiepKKa ICHXOMOTOPHOTO Pa3BUTHSI, MBIIICYHAS] THIIOTOHUSL.

W3 anamHe3a: peOEHOK OT 2-if OepeMEHHOCTH, POTEKABINEH €
JaCTBIMH OCTPBIMH PECIHPATOPHBIMH BHPYCHBIMU NH()EKINIMH, PH-
CKOM pa3BUTHUA XOPUOAMHHUOHUTA, aMHUOLICHTE30M BO 11 TPUMECTPE,
oTéKaM1 HIDKHUX KOHEYHOCTEH, 6eCCHMNTOMHON Oakrepuypueil B

III rpumecTpe. Bropsie cpouHble OnepaTUBHbIE PO/BI (IIJIAHOBOE Ke-
capeBo cedeHne), y Marepu 38 JeT, coMaTniecku 300poBoil. Macca
Tesa pu poxxaeHnu 3620 1, mHa 50 cm. OneHka 1o mkane Anrap
7/8 6amo. CocTosHIE TIOCIIE POXKICHIS CPeIHEH THKECTH, 00yCIIOBIeH-
Hoe cunapoMoM yrHeteHus: LIHC, BpoxxIEHHBIME TIOPOKAMHE Pa3BUTHSL.
C poXJIeHHs AMarHOCTUPOBAHBI aTPe3usi aHyca U PEeKTOBECTHOYIISP-
HBIHM CBUII IPSAMOM KUIIIKH, OTKPBITHIM apTepraibHbIN IPOTOK, Mepe-
BE/IeHa B XUpYpruueckoe otaesneHue. B Bo3pacte 3 Mec BbIOIHEHA
MIPOMEKHOCTHASI aHOPEKTOIIIACTHKA. PeOEHOK OBIIT KOHCYIETHPOBAH
TEeHETUKOM, MPOBEAEH MOJEKYIsIpHO-TeHeTHUeckuit aHanus: FISH
nHTepha3HBIX s/ep B Iperaparax n3 kietok kposu: nuc ish (SHGC-
147908x4)[3/100] — 3% KIETOK CO CBEPXYHUCICHHON H30XPOMOCO-
Moii 12 1o kopotkomy 1tedy; FISH-uccnenoBanue nntepdasHeix saep
B TIpemnaparax u3 OykkanpHoro smmtenns: nuc ish (SHGC-147908x4)
[22/100] — 22% kneTok co CBEpXUUCIEHHOM n30XpoMocomoii 12 o
KkopoTKoMy Iiedy. Jluarnos: cunapom [lannucrepa—Kunnuana. [Tpu
KOMITJIEKCHOM HHCTPYMEHTAIbHOM O0OCIEIOBAHNM B OTJEICHUHM TIa-
Tosoruu He BeisiBIeHO. [Tpn Y3 opraHoB OpronHoi 1MojocTy omnpe-
JersieTcs HeOOIbIIoe KOMNIECTBO CBOOOIHOMN JKHKOCTH y HIDKHETO
kpas neyenu. [Ipn OxoKI': B aHaMHe3€e OTKPBITHII a0pTabHBIN MTPO-
TOK, Ha MOMEHT OCMOTPa NaTOJIOTNYECKUE TIOTOKH HE PErUCTPHPYIOT-
cst. KoHcynmbranust OKyJIHCTa: BBIBIEHBI CTEHO3 U HEIOCTAaTOUHOCTh
CJIE3HBIX TIPOTOKOB CIipaBa. Pacxosieecs HeaKKOMOJAIMOHHOE allb-
TepHHUpYIoIee kocorasue. KoHcynpTaIys cypaonora: ayanonornie-
CKHI CKPHHHHT HE TIPOILEII.

3axniouenue. B HacTosIIee BpeMs 3apEerHCTPUPOBAHO OKOJIO
30 cinyuaeB cunapoma [lanmucrepa—Kunnmnana B Poccun u ayTh 60-
nee 200 3a pybexom. ONMCaHHBII KIMHIYECKHUH CITydail SBIIsieTCs 0-
CTaTOYHO YHUKATBbHBIM M TIPEACTABIISET HHTEPEC KAK JUIS MEUaTPOB,
TaK ¥ JUIs Bpauel Apyrux CoelualbHOCTEH.



