CuHapoM Jiun

1. BO3pacT maumeHTa — oT 8 MecsaLeB Ao 5 neT.
2. 3a0epXKKa UMnu perpecc NcUxoMoTOPHOIO PasBUTUS.

3. CUMMETPUYHbIE o4aru nopaxkeHnsa B 6a3anbHblx
raHrmMax u/unu B CTBOsIe MO3ra, cpeaHeM Mo3re,
MO3»euyKe.

4. MblLLEYHas TMMOTOHUS UMV OUCTOHUS
5. rMnepTpmxos

JlTabopaTopHaa AMarHOCTUKa

O OnpepeneHue ypoBHS MOJIOYHOM KUCNOTbI B KPOBM (NaKTaTa)
Mpun CJ1 HabntogaeTcs NOBbILLEHME KOHLEeHTPaLU MK NaKTaTa.

O OnpeaneneHue opraHUYECKUX KUC/IOT B MoYye

MoryT 3Ha4YMUTEbHO MOBbLILLATLCA KOHLIEHTPALMM MPOMEXYTOYHbBIX METAOONMTOB LMKNA
Kpebca (3-rnapoKcmbyTmpart, 2-OKCUInyTapaT, CyKUMHaT, dyMaparT, NaktaT 1 Manar).

O UccnepoBaHMe aKTUBHOCTU GepPMEHTOB KOMIMJIEKCOB AblXaTe/IbHOM Lenu
MMUTOXOHAOPUMN

OHO BbIFBNSAET HapyLLUeHMa MPOoLEeCCOB OKUCTUTENBHOIO GochopUNMpoBaHUS.
O NMouncK NaToreHHbIX BAPMAHTOB B MPUUYMHHbIX FeHax

MNMpoBoOMTCSH B ceMbe a4 NOATBEPXAEeHUA OMarHO3a Npwn MOMOLLM METOO0B
MONEKYNAPHO-FreHETUYECKOW ANArHOCTUKIN. MOEeT MOUCK NAaTOreHHbIX BapMaHTOB
B MPUYMHHbIX reHax, HaunHaga ¢ Hanbonee YacTtbiXx (SURF1, SCO2, PDHAIL MTOHK).

TN QUarHOCTUKMU

TecCT Ha YacTble NaToreHHble BapMaHTbl MTOHK 1 aaepHbIX reHOB, CBA3aHHbIX C
pa3BUTMEM CUHOPOMA 1.

AHanm3 opraHN4YecKuUX KUCNoT B MoYe

ccnenoBaHMe MeETO4OM MACCOBOIO Mapasjie/ibHOrO CEKBEHMPOBAHMSA C MPUYMEHEHMEM
TapreTHOM MaHenu, BKYatoLWeW YacTble reHbl MUTOXOHAPWAaNbHbIX 3aboneBaHUI,
a Tak>XKe cekBeHMpoBaHMe MTOHK 1 ak30Ma (Mpu HeobXoaAMMOCTH)

MeTon

MLPA-aHanuns, cekBeHmpoBaHMe no CeHrepy, MaccoBoe naparsiesibHoe CeKBeHNPOBaHMe

OcHoBaHUA OoNna nccnenosaHuda

KnmHunyeckme cMMNTOMbl 1 NabopaTopHble MoKasaTesnu:
1. 3apeprkKa/perpecc NCUXoMOTOPHOIo Pa3BUTUSA

2. MbllWeyHas rnoToHmnsa n/unuv GUCToHUS

3. CVIMMeTpML‘IHbIe o4aru ropa>xkeHmd B 6a3anbHbIX raHrMax l/I/l/U'Il/l B CTBOJ1€ MO3ra,
cpeoHeM MO3re, MO3XXeuyKe

MaTepuan gpnga aHanusa
LlenbHaqa He3aMopoXXeHHada BeHO3Hasa KpoBb ¢ STA (2—4 mn)
YTpeHHaa nopumna moydm (20—200 mn)

CpOK OUarHoCTUKH
OHK-gnarHoctmka — 25—45 gHewn
DK30MHOe ceKBeEHMPOBaHMe — 60 OHeN

JleyeHuUne

Moka creundrnyecKoro nedeHmsa cuHapoma Jn He pa3paboTaHo, MPUMEHSTCH
MeTabonudeckada v cuMnToMaTruyeckasa Tepanu4.
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