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[Mnodocoatasna Kak npuYnHa HU3KOPOCIIOCTU Y pebeHKa

BBeaeHue

['Mnoocdartasmsa — nporpeccupyrollee HacrneacTtBeHHoe MeTabonunyeckoe 3aboneBaHne, 0OYCrOBIEHHOE
oedouyunMToM TKaHeHecneunduyeckon wienoyHon docdarasbl (LLUDP) B pesynbtate mytaumm B reHe ALPL.
3aboneBaHne xapaKTepusyeTcs LUMPOKON BapuabenbHOCTbIO TedeHns 3aboneBaHnUa OT NErkKUX A0 TSKerbIX
dbopM C nopakeHnem HEPBHOW CUCTEMBbI, JFTIErKMUX, NOYEK, NPUBOOSALLMX K UHBaNnunagmn3aumm pebeHka.

OnuncaHve KNMHU4YeCcKoro crnyvas

[lepuoa HOBOPOXAEHHOCTU. POCTO-BECOBLIE NMoKasaTenu npu poXxageHnm cooTBeTcTBOBaslM rectayMoOHHOMY
Bo3pacTy. [lo wkane Anrap 6/7 6annoB - AbixaTernbHble HapylweHns. OTMeYeHbl MHOXECTBEHHbIE CTUTMbI
an3samopuoreHesa.

[lepBbIN roa XXN3HW. OTCTaBaHMe B PU3NYECKOM N HEPBHO-NMCUXNYECKOM pa3BUTUN. OCcMoTpeHa reHETUKOM -
cuHapom KopHenuu ge JlaHre?

B Bo3pacTte 4 neT. TOHUKO-KNOHUYECKME Cyaoporn ¢ HapyLleHUemM co3HaHu4 dokanbHaa anunencus.

B Bo3pacTte 7 net:. O6cnepoBanHne B dI'bY «HMUL sngokpuHonornmn» M3 P CBA3U C HU3KNUM POCTOM.
MMpn ocmoTpe:. Poct: 105.0 cm, SDS pocta: -2.89, Bec: 15.0 kr UMT: 13.61 kr/m2, SDS VMT: -1.47,
CkopocTb pocTta: 2,31 cm/r, SDS ckopocTu pocTta: -4.01.

PeHOTUNNYECKNE OCODEHHOCTU MNpU OCMOTpPEe. aTUMNMUYHOE pPAaCMOoSiOXKEHUE Trna3 C OonylweHnemMm WU
BEPTUKASIbHOW CKMaAKoOW HAapYXHbIX YrnoB, ANIMHHbIE PECHULbI, NycTbie OpoBU, KOPOTKMWN HOC, BOrHyTas
CMHKa HOCa, B3OEepPHYTbIM KOHYMK HOCA, BbICOKOE HEDO, KOpOoTKMe 5 nanbubl Ha pykax, popmMupoBaHue
KOHTPAKTYP HWXHUX KOHEYHOCTEW, BbiNageHne 3yboB, Yepen Mukpobpaxumuedpanmyeckon popmMbl, NTO3 BEK,
3afep’KKa Ncuxo-peyveBoro passmTus.

HacnegcrBeHHbIM aHaMHe3. MaMa - paHHee BbinageHne 3y0oB.

Henp3st HCKIIOYnTh (POKAIBHYIO KOPTUKAJIBHYIO

4 N
[MepunHaTanbHas OpoHTorunodoccartasus
(pa3|5|me CI/IJI\-/III'ITOMOB PopmMbl | (TonbKo nopaxeHue 3y0oB)
BHYTPUYTPOOHO \_ Y
MIN MPU POXOEHUN) \
B3pocnasn
Vinapeueckas NeTckas (pasBnTME CMMMOTOMOB
(pasBnTME CMMMNTOMOB crapwe 18 ner)
[10 Bo3pacTa 6 mec) (passuTye
CUMNTOMOB C 6 MeC
no 18 ner)

MaTepuanbl n metToAabl

[lpboBegeHO  MOSNIHO9K3OMHOE  CEKBEHMpOBaAHME  METOAOM  MacCCOBOro  napannernibHoro
cekBeHunpoBaHusa (NGS) Ha nnatdopme lllumina - B reHe ALPL obHapyXeH MHaKTUBUPYIOLL NN
BapuaHT €.298-2A>G B reTepo3nroTHOM COCTOSAHUN, ONUCAHHbLIN, NAaTOrEHHbLIW.

N

B 7,5 netT - ntumgnmpoBaHa

doepmMmeHTO3aMecTUTENbHasA Tepanus
acdoTa3on anbda

3aKnro4yeHue

[ Mnodocdratasus aABnaeTca peakou naTtonormen ¢ LWMPOKOU BapunabenbHOCTbIO KIMHUYECKUX
NPOSABNEHNN, YTO MOXET NPUBOAUTL K NO3AHEWN AMArHOCTUKE 3aboneBaHud, Nno3gHemMy Hadany
Tepanun 1 pPasBUTUID TSXKENbIX OCNOXHEHUUM YTO NOAYEPKMBAET BaXXHOCTb OCBEOOMIIEHHOCTU
CMEXHbIX CrMeumarniMctoB O KIMHUYECKMX CUMNTOMAaxX runodocdarasmm m HeobXoaMMoCTu
HanpaBfeHna NauneHTOB K SHOOKPUHOOrY Npu UX BbidBNEHUN

KOHTAKTDI.

AHap Oga AnbrnepoBHa

Hay4yHbIW COTPYOAHUK OTOENEHUA HACNeaCTBEHHbIX 3aboneBaHnU n 3HOOKPUHONATUN PaHHETO
Bo3pacTta HW [leTckon aHOOKPUHOMOrmu

OI'bY «HMWL aHpgokpmnHonornmn» M3 P® Mockea, Poccus

KB no TW20Ha 4,0r. AWCIIA3UI0 B 00JIACTH 3aJHUX POrOB OOKOBBIX TenedoH: +79032408561
(macnopTHbIN Bo3pacT 7 NneT) KEITYJOYKOB (JIOKAJIBHOE YTOJIIIECHUE KOPBHI). E-mail: edayanar@mail.ru



