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A.A. Anoeckasn, EA. I'peuanuna
Xapvroeckuil HaYUOHANbHUL MEOUYUHCKULL YHUBEPCUMEm,
Xapvrosckuti MexicoO1acmHoll CReyuanu3upOB8aHHblll MeOUKO-2eHemudecKuli yeHmp —
yenmp peoxux (opghannvix) boneswnel, 2. Xapvros, Yrpauna

QIIM'EHETUYECKASA ITATOJIOI'UA Y PEBEHKA C
INEPUHATAJIBHBIM I'NITOKCHYECKHU-T'EMOPPAI' MTYECKUM
INOPA’KEHMUEM IHHC

BBenenue: XpoMOCOMHBIH MONUMOpHU3M —
3TO BapHadeNbHOCTh Pa3MEepPOB TeTePOXPOMATH-
HOBBIX PaliOHOB XpPOMOCOM. MOKeT OBITh CiTydaii-
HOM HaXOJKOW, OJHAKO YacTO acCOLUUMUPYETCA C
HEBPOJIOTMUYECKUMH, SHIOKPUHHBIMU, CKEIETHUMH
U JPYTUMH TIPOOIEMaMH.

Hapymenne oOMeHa cepocoiepkaliux aMHHO-
KHUCJIOT OTJIMYAETCS 3HAUUTEIBHBIM KIMHUYECKUM

NOTMMOP(U3MOM, OAHAKO BEAYIIUMH OBIBAIOT
MOpaXeHHUsT HEPBHOW M  CEPAEYHO-COCYIUCTOM
CHCTEM.

Hens padoThl: H3yYUTHh KIMHUYECKHE U OHO-
XUMHYCCKHE OCOOCHHOCTH Yy peOcHKa ¢ XpOMo-
COMHBIM TOJUMOPGU3MOM M HEAOCTATOYHOCTHIO
koOanamuna E.

Matepuajabl M MeETOABI: CEMbi C OOJIBHBIM
peOeHKOM; KIMHUKO-1a00paTopHOe, COMAaTOrCHe-
THYECKOEe 00CIIeI0BaHueE.

Pe3yabTaThl: PUBOIUM HaIlle HaOIIOJICHUE.
[TanmenTtka A Obuta HampaBiena B XMCMI'TI-
HP(O)3 B BO3pacTe 8 MecsleB € JUATHO30M:
BpoxkaenHas maronorus [IHC — mmkpornedanus,
nop3unedanusa. CracTHdeckuil Terpamapes, 3a-
Jiep>KKa TICHXOMOTOPHOTO Pa3BUTHsI, OPOHXOJIET0Y-
Has auctuiasus (BJIMT). Tunorpodwus.

AHaMHe3 3a0o0JieBaHUS: 00JICeT ¢ POKICHUST —
pOAMIIaCh HENOHOLIEHHOH, IEpBOM U3 JBONHU
(BTOpO#i MO OBUT 3aMepIInii); 1O Mecsna Haxo-
UIIach Ha JIEYCHWW B TIEPUHATAILHOM IIEHTPE C
IUArHO30M: TIEpUHATAIFHOE HIIEMHUYECKH-TeMOp-
parudeckoe nopaxkenue [{HC, cuaapom IuKBOpPHO-
nuHamudeckux HapymeHuit; @O0, BII. Kuctel
MIeYEHH, TI0YEK, TU30aKTePrN03 KUIIICUHIKA.

B nanpHeileM HECKOJIBKO OTCTaBalla B MO-
TOPHOM Pa3BUTUU: TOJOBY AEPXKHUT € 3,5 MecsleB,
repeBopaunBaeTcs ¢ 4-X; MmIoxo Habupaa Bec.

C 8 wmecsaneB Habmoganach y HEBpOJora c
muarno3om: BITP ITHC — mukponedanus, nopaHiie-
(hanus; cnacTHyecKWil TeTpamapes, 3afepiKKa ICH-
XOMOTOpHOTO pa3Butus, bJIJI.

Hedponor: Bropuunslii HeppuT Ha (oHe
nHumansHoi (azer MKB.

Jleannace y HeBpoJiora, Ioiydajga CeMakc,
TCTIOPT, (PEHUCTHIL.

Anamue3 ku3HM: Pomumnace oT nepBoi
OepeMEeHHOCTH, TIPOTeKaBIel 0e3 OCIoKHEeHUH B |
nosioBuHe. [Ipu Y3U B 27 Henens oOHApYKEH OJHUH
3aMmepIuii mion u3 nBoiHu. Poasr B 28 Henenb, Mo
MEIUIUHCKAM MOKa3aHUAM MOCPEACTBOM
KecapeBoro ceueHus. Macca npu poxaenuu 850 1.
Pa3BuBanace ¢ 3a7ep>KKOM.

@DeHOoTUI: HENOCTaTOYHash Macca W JUIMHA
Tena, 6JICTHOCTh, MPAMOPHOCTH KOXHBIX TIOKPOBOB;
JIAACTa3 TPSMBIX MBI, MBIIIEYHAS THUIIOTOHUS,
Mukpouedanus, JHIO0 Y3KOe, aCHMMETPUYHOE,
TUIIOTEIOPU3M, KITFOBOBHUIHBINM HOC, BRICOKOE HE0O,
y3Kas Tpy/aHas KJIeTKa.

PonocioBHast: oTsromeHa Mo MyJBTH(AKTO-
pUAIBHOM MATOJNIOTUU — XOJEIUCTUT, HH(APKT
MHOKapaa, TPOMOOIMOOIIHSI, THTIEPTOHUSI.

PesynbTaTel IpOBEACHHBIX UCCIEIOBaHUI:

- Kapuotun 46,XX,22pstk+,1 % xpomocom-
HOW HECTaOWIIEHOCTH;

- MonexkyspHbIM aHalu3: MpU UCCIET0BAaHUU
noJuMop¢pU3MOB B TeHax ¢onarHoro rukina MTRR
66GG (matomormyeckass romosurora); MTHFR
677CC, MTR 2756AA, daktops!r cBepTteiBanus: F
I120120GG, F V 506RR (HOpM™ma).

- BOXKX amMuHOKHMCIOT KpOBH — 1T METHOHHH
0,046 (0,022-0,043), octanpHBIC HE W3MEHEHHL. B
TUHAMUKE OTMEYalOCh TPAH3UTOPHOE TIOBBIIIICHUE
YPOBHEM TPEOHUHA, TTIUIIMHA.

- lomorucrenH kpoBu — 6.5, Ha QoHE JedeHHS
4.4 (mopMa 10 5 MKMOJTB/JT).

-MccnenoBanne MoOYM METOJIOM  Ta30BOM
xpoMmaTtorpadui — BBISIBIICHO TOBBIIICHUE METHII-
MaJIOHOBOH KHCIOTHI — 2.48 (mo 1.01).

- buoxumu4Yeckuil aHanu3 KpOBU — TPUIJIH-
uepuasl 1,36 (0,4-1,24), moueBast kucinota 1,74
(2,0-5,5), xonecrepuH, TIOKO3a, MOYEBUHA, Kallb-
W, KpeaTHHKUHA3a, JaKTaTAeTUIpOreHa3a, aMMHU-
aK, JaKTaT — B peeNiax HOPMBI.

Ha ¢one neuenwst mokazarenu HOpMalIU30-
BaJIHCh.

- SIMPT rosioBHOro Mo3ra — Ie(eKT JiaTepaib-
HBIX OTJICJIOB JICBOM JTOOHOMN, BUCOYHOMN W 3aThLIOY-
HOHM 1moJieli, 3amOJHEHHBIM JHUKBOPOM, COOOIIar0-
muiics ¢ cy0apaxHOMAAIBHBIM MPOCTpaHcTBOM. Ha
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(one wMwuHYC-TKaHB-2p(EKTa pPACIIUPEH JICBBIA
OOKOBOI Kenymodek. Ha ocTanbHOM MpOTSDKEHUH
JKEITyI0UKOBasi CUCTEMa HE M3MCHEHA.

- Y3U BHYTpeHHHUX OPTaHOB: YMEPECHHBIE AU )-
({y3HbICe W3MEHEHHUS MapEHXUMbI TICUCHH, MUHH-
MaJbHBIH XollecTa3. B moykax — meraboinueckue
M3MEHEHUs (BKJIIOUEHUs A0 1,5MM), eIMHWUYHBIE
KaJTUKOAKTa3MH.

Cepalle — yMepeHHas IWIATAIUS IPaBBIX
Kamep.

- O0I" — JeCUHXpPOHHBIN THII.

Juarno3: snureHeTuveckas 00Je3Hb — XPOMO-
COMHBIH TOTUMOP(U3M 10 22 XPOMOCOME; FCHHBIH
nommumop¢usm (B reHe MTRR B romoszurorHom
COCTOSIHUH ), HapyIIeHne 0OMEHa CepOCOePKaIIIX
AMUHOKHCJIOT.

Haznagamace namera, Kypcel BHUTaMHHOTeEpa-
UM TUPUIOKCUH, (oimeBas kuciora, pubdbod-
naBuH, kobOamammH, OeramH. Ha ¢oHe rneueHus
MaTh OTMeYalla YIy4YIIEeHHE COCTOSHUS peOeHKa:
cTala akTUBHEe, aJeKBaTHEE pearupyer Ha
OoOpallleHHY!0 peYb; YMCHBIIWINCH TPOSBICHUSL
TUIIEPTOHYCAa KOHEYHOCTEH.

BeiBoabl: y JeTel ¢ reMopparuuecKkum
nopaxxenneM [IHC B mnepuHaTaibHOM TepHoOJIE,
BpoxkaeHHbIMU aHomanusmu LUHC, 3amepxkoil B
pa3BUTHH HEOOXOAWMO HWCKIIOYaTh HapyIIeHHE
obmena kobamamuHa. Hammume y pebenka ¢
0OMEHHBIMU HAPYUICHUSIMHU BPOXKICHHBIX MMOPOKOB
pa3BuTHS, CTHTM JU3dMOpHOreHe3a  Tpedyer
MPOBENCHUS ITUTOTEHETUYECKOTO HCCICIOBAHUS
JUTSL UCKJTIOYCHUSI COYETAHHOH MaTOJIOTHH.

Hapmiiirmo no pexakiii 30.03.2018 p.
[Migmucano go npyky 04.04.2018 p.
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