KAMHUYeCcKUi cayya muoaucTpodum AroieHHa, BbIABA€HHOM

B HEOHaTaAbHOM nepuoAae

FpuropbeBa AHacTtacua BanepbeBHa

HayuHbIi pyKOBOAMTEAD: K.M.H., aCCUCTEHT KadeApbl roCnMUTaAbHOM NneanaTpmun KoaumHa AHactacus HukonaeBHa

Orboy BO MUMY MuHsapaBa Poccuun, HuxHuin HoBropoa

AKTyanbHOCTb. [1porpeccupytolias MbllleyHas AUCTPoOdus
AroweHHa (MAA) — HacAeACTBEHHOE X-CLEeNAEHHOE HepBHO-
MbllleyHoe 3aboreBaHne (HM3), Bbi3BaHHOE MyTalUMeln reHa
DMD, koampytoulero 6enok auctpoduH. Yactota 3aboreBa-
HUst — 3 Ha 10 TbIC. HOBOPOXAEHHbIX, B OCHOBHOM MoOpaxaeT
MaAbUYMKOB. O6bIUHbIM BO3pacT MaHWbeCTaUMM — OKOAO 2 AET.
Y peTeilt nepBbIX MECALEB XW3HM AMArHo3 yctaHaBAMBAaETCH
peako. AnarHoctvka v AedeHne HM3 oCAOXHSIeTCs MO3AHEN
MaHudecTaumen 1 TPYAHOCTBIO KOPPEKLUMK YXKE MMEHLLMXCA
HapyLLUEHWUN.

Lilenb uccnepoBaHUA. Ha npumepe KAMHMYECKOTrO CAy4vas
onucatb 0COB6EHHOCTU KAUHWUKK U AMarHocTkn MAA B HeoHa-
TaAbHOM BO3pacTe.

MauueHTbl U MeToAbl. [MauneHT A. oT 4-i1 bepeMeHHOCTH,
npotekaBwen Ha ¢oHe aHemuu OepeMeHHbIX, Yrpo3bl npe-
XAEBPEMEHHbIX POAOB Ha 31-1 Hep, MCTMMKO-LEPBUKAAbHOM
HEeAOCTaTOYHOCTH, akyllepckoro neccapus. Poabl 3-u B 38/0
Hep BHe AlY. K rpyaM He npuknapbiBancsi. Macca Teaa npu
poxaeHun — 3720 1, paamHa Tena — 52 cm. OueHka no LWwka-
Ae APGAR He BbicTaBAeHa, 3akpuyan cpasy. OTkasHon pebe-
HOK. lepeBepeH B OTAEAEHME MNATOAOTMU HOBOPOXAEHHbIX
M HEAOHOLUEHHbIX CTauuMoHapa Ha 4-e CyT XM3HW C AMarHo-
30M: «BHYTpUYTPOOHAs MHOEKUMA HEYTOUHEHHOM 3STHOAOTWK;
nepuvHaTaAbHOE MOPaXeHWe LEHTPaAbHOM HEPBHOW CUCTEMDbI,
OCTpbIA MEPUOA, CUHAPOM YTHETEHUSI, CUHAPOM BUCLIEPAAbHbIX
HapyLUEHW, OTEYHbIA CUHAPOM. BPOXAEHHbIM MOPOK Pa3BUTUS:
rmnocnaausi, ronosyatas ¢dopma». CoctosiHMe Mpu nepeBoAe
CPeAHEN CTeneHn TAXecT. HeoHaTaAbHbIN CKPUHUHT B3AT B POA-
AOMeE, CKPMHUHT Ha BPOXAEHHbIE MOPOKKU CEepALIa — OTpULLaTEeND-
HbI, ayAMOAOTMYECKMUI CKPUHWUHT NpoLleA. BakumHMpoBaH npo-
B renatuta B. lNo pesyastatam axokapanorpaduu BbiSBAEHbI
NPU3HAKKU BTOPUUYHONM KapAMOMMUONATHU HEYTOUHEHHOTO reHesa.

B 6MOXMMMUYECKOM aHaAM3e KPOBM BbISIBAEHO 3HAUMTEAbHOEe
noBbIlLIEeHNEe KpeaTuHPochokmnHasdbl (KOK) — po 16244 U/I,
MUOrA0BMHa — A0 338,1 MKI/A, TpOnoHWHa — A0 660,0 Hr/A,
anaHMHamuHoTpaHcdepasbl (AAT) — A0 55 MKMOAbL/A, acnap-
TaTaMuHoTpaHcpepasbl (ACT) — Ao 80 MKMOAb/A, AaKTaTAErU-
aporeHasbl (AAlN — ao 1355,5 ea/A. B aAMHamuke oTmevancs
pocT nokasateneit KOK, muornobuHa, TPONOHWHA, HaTpuiype-
TUYECKOro NenTuaa. YuuTbiBas KAMHUYECKME U AabopaTopHble
M3MEHEHNA, PebEHOK KOHCYABTMPOBAH HEBPOAOTOM W TreHe-
TUKOM, PEKOMEHAOBAHO OOCAEAOBAHWE Ha HACAEACTBEHHbIE
60AE3HM HaKONAEHWS, BPpoxXAeHHble HM3. B xoae MOAeKyAsipHO-
reHeTMYECKOro MCCAEAOBAHWMA B pamKax AMArHoCTMKM MAA
obHapyxeHa Aeneumnsi 3k3oHoB 49-52 reHa DMD B reMU3nror-
HOM COCTOSIHUM, NPUBOAALLAS K CABUIY PaMKK CUUTbIBAHUS, YTO
XapaKTePHO AAA KAMHWUYECKOW GOpMbl 3a60AEBAHUA — MUOAM-
cTpodmmn AtowieHHa. CEAEKTUBHbBIN CKPUHWUHT Ha BOAE3HM HaKo-
NAEHUSt B HOpMe. B HacTosiLee Bpemsi pebeHOK NMPOXOAUT A00D-
CAEAOBAHMWE C LEAbIO Ha3HaYeHUsi NaToreHeTMYEeCKOn Tepanuu.

Pesyabtatbl. AaHHbI KAMHUYECKUIA MPUMEP AEMOHCTPH-
pyeT BaXHOCTb O0BCAEAOBaHMUSI NauMeHTOB Ha npeameT HM3
yXe B MepuoAe HOBOPOXAEHHOCTM NPW HaAMYUKM MWHUMAAb-
HbIX nopo3peHuit. MAA — Taxenoe 3aboreBaHue ¢ Hebaaro-
MPUATHBIM MCXOAOM, MOpaxaroliee B OCHOBHOM MaAbUYMKOB.
B HacTosiwee Bpemsi MAA He BXOAMUT B NporpamMmy pacLumvpeH-
HOr0 HEOHaTaAbHOTO CKPWHWMHIA, HO AAHHbIV NMpUMep No3BO-
ASIET 3apyMaTbCsi O BO3MOXHOCTM 06CAEAOBAHWA MaAbYMKOB
B HEOHATaAbHOM NEPUOAE.

3akaroueHue. B pabote onncaH KAMHUYECKUI cayuain MAA
C MaHudecTaumen y HOBOPOXAEHHOro. Bpauam HeobxoarMo
6bITb  HACTOPOXEHHbIMW OTHOCUTEABHO 3TOrO 3aboAeBaHUS
Yy MaAbYMKOB NMPW M3MEHEHUAX B OMOXMMWUUYECKOM aHaAu3e
(noBbiweHne KOK, AAT, ACT, AAT).
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