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BpoxaeHHbI MuacTeHnYeckniA CUHAPOM Tun 20, NPecUHanTUYeCKNin — HEPBHO-MbILLIEYHOE 3a60/1eBaHNe C ayTOCOMHO-PeLLEeC-
CMBHbIM TUMOM HacneloBaHus, 06yCNOBNIEHHOE MOMO3UIOTHBIMMW UM KOMMayH/-reTepo3nroTHEIMU MyTaumusMmn B reHe SLC5A7, xa-
paKTepm3yIoLLEEecs TKENON rMNOTOHKEN, aCCOLMUPOBAHHOW C SNM30AMYECKUMM anHO3 BCKOPE Moce poxaeHns pebexka. B ctatbe
NPUBOANTCS ONMUCAHKE Cilyyast BbIIBIEHUS MyTauuy B reHe SLC5A7'y BeBOYKM 5 MECSILEB C AbIXaTENbHOM HEA0CTAaTOYHOCTbIO, FMMOK-
CMYECKN-ULLIEMUYECKON 3HLEedanonaTuen, BbIPaXEHHOM MbILLEYHON rMnoToHUeR. MNpu 9K30MHOM CEKBEHVMPOBAHUM BbISIBIEH paHee
OMMUCaHHbI BapuaHT HYKNEOTUAHOW NOCNEeA0BaTENIbHOCTY B 9k30He 6 reHa SLC5A7 B roMo3mroTHoM coctosHun (p.lle291Thr), myTa-
LSt BaNMAMpoBaHa METOA0M CekBeHnpoBaHus o CaHrepy. Y matepu pebeHka MyTaums onpeeneHa B reTepo3nuroTHOM COCTOSIHUAN,
y OTLIA — [laHHbI BapUaHT He BbISIBNIEH. B CBS3M C HANIMYMEM rOMO3UIrOTHOM MyTaLmmn y peGeHKa U OTCYTCTBUS MyTaLUK Y OTLA HENb3S
NCK/IOYNTb HaIMYMe roHaIHOro Mo3aunumama y 0Tua 1/unm NoXHOro oTLOBCTBA. [peficTaBNEHHOE KIIMHNYECKOE HabnoaeHne naum-
eHTa C penkon GOpPMON BPOXLEHHON MWACTEHUW C [OpIXaTEeSIbHON HEeLO0CTAaTOYHOCTLIO MOKa3biBAET BaXHOCTb MPOBELEHUS
[OHK-anarHoCcTuky ¢ ncnonb3oBaHMEM METOAA 9K30MHOMO CEKBEHMPOBAHUS C LLEMbI0 NOMCKa MONEKYNSIPHOro AedekTa ang onpeae-
NeHVs fanbHenlwen TakTUKN BBEAEHUS NMaLMEHTOB C TSXESON naTonoruen.

KntouyeBble cnoBa: reH SLC5A7, BPOXAEHHbBIN MAACTEHNYECKUIA CUHAPOM, AblXaTebHasg HeA0CTaTOYHOCTb, MbllLeYHast rMnoTo-
HYS1, NONHOAK30MHOE CEKBEHVNPOBAHME.
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Congenital myasthenic syndrome with respiratory failure type 20
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Congenital myasthenic presynaptic syndrome type 20 — neuromuscular disease with autosomal recessive inheritance caused by
homozygous or compound heterozygous mutations in the SLC5A7 gene, characterized by severe hypotonia associated with episodic
apnea soon after birth of the child. This article describes the case of SLC5A7 gene mutation detection in girl (age 5 month) with respi-
ratory failure, hypoxic-ischemic encephalopathy, severe muscle hypotonia. The previously described homozygous variant of the nu-
cleotide sequence in the 6 exon of the SLC5A7 gene (p.lle291Thr) was detected by whole-exome sequencing. This mutation was vali-
dated by the Sanger sequencing method in patients. The mother of the child has a mutation in the heterozygous state, the father has
no the same mutation. One cannot exclude the presence of gonadal mosaicism and/or «false paternity» in the father in view of the
presence of a homozygous mutation in the child and the absence of a second mutation in the parents. The presented clinical observa-
tion of a patient with a rare genetic form of myasthenia with respiratory failure shows the importance of DNA diagnostics using the
method of whole-exome sequencing in order to search for a molecular defect and to determine the further option of patients manage-
ment with this severe pathology.
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BCJICACTBHUE MOJICKYJSAPHOTO I[e(beKTa 0€JIKOB Ha MpecH-
HalTUY€CKOM, CHHAIITUYCCKOM W TIIOCTCHMHAIITUYECKOM

Baenenne

BpoxneHHbie MuactreHndyeckue cuHapombl (BMC) —
TeHEeTMYECKU TeTepOreHHble, HEaHTUTEIOTNOCpeI0BaHHbIE
paccTpoiicTBa HEPBHO-MBIIIEUHON Tiepeaadyn, OObIYHO Je-
OIOTHPYIOT B HEOHATAJbHOM TMEPUOJIE WIN B TEUYEHUE Mep-
BOTO WJM BTOporo rona xuzHu. BMC Moryt pa3BuBaThCst

ypoBHe [1, 2].

CuHarc IpeacTaBisieT Co00i BBICOKOCHELMATIN3UPO-
BaHHYIO CTPYKTYPY, MECTO KOHTaKTa MEXIY IBYMSI HEWPO-
HaMU WJIM MEXIy HEHpPOHOM M TOJyyarolieil curHan ag-
(hbexTOpHOI KJIETKOM, CAYXUT AJIs1 Tiepeiady HEPBHOTO UM-

42



MEANUMVHCKAA TEHETUKA. — 2018. — Ne10

MyJbca XMMUYECKUM IyTEM C MOMOILBIO MEIUATOPOB WU
9JIEKTPUYECKUM TYTEM, TIOCPECTBOM MPOXOXKICHUSI NIOHOB
W3 OIHOM KJIETKM B Hpyryoo. OmHUM U3 Hanbosee M3ydeH-
HBIX CUHATICOB, UCITOJIb3YEMbIX B KAUYECTBE MOJICNIU, SIBJISICT-
Csl XOJIMHEePrUYeckoe HeMpOMBbIIIEYHOE COeIMHEHUE. XOuU-
Hepruyeckas nepefaya yHUKaJbHa CpeAd HEpOMeauaTop-
HBIX CUCTEM TeM, YTO OHa OBICTPO OCTAHABIMBAETCS 3a CUET
pacuieruieHus HeHPOTpaHCMUTTEPA B CMHANITUYECKOM TpPO-
CTPaHCTBE XOJMHACTEpazaMu sl obecrieuyeHust ObICTPhIX
MOCJae0BaTeIbHbIX MTOCTCUHANTUYECKUX OTBETOB [3, 4].

HelipoMplllieyHoe coenrHeHue obecreynBaeT rnepeaavy
MOTEeHIIMAaa OT MOTOHEMPOHA K BOJIOKHY CKEJIETHBIX MBILIIII
JUTSI KOHTPOJISI COKpallleHus Mblliil,. HapyieHue HelipoMbl -
LIEYHO! mepenayu MPUBOAUT K MUACTEHUU, TO €CTh (IyK-
Tyupylollleil MbllliedyHol yromusgemoctu [5]. HacnenctseH-
Hble (OPMBI MHUACTEHWM TPEICTABISAIOT COOOIW TPYIITY
BMC, xapakrtepusyolnuecsi paHHUM HadajloM 3aboJieBa-
HMSI, TPOrPECCUPOBAHUEM, OTCYTCTBUEM aHTUTEN K peler-
TOpY aleTUIXOJMHAcTepasbl (AXD), a TakKe TepareBTUUe-
CKMM OTBETOM Ha BBeleHNEe MHTHONTOPOB AXD (aHTUXOIM-
HACcTepa3Hble Tpernapartbl). B mocienHue roasl Garomapsi
BHEIPEHUIO TEXHOJIOTUU BBICOKOMPOU3BOIUTEILHOTO CEK-
BeHMpoBaHUs (next generation sequencing — NGS) ycra-
HOBJIEHO, 4T0 MyTauuu B 30 reHax oOyCJIOBIMBAIOT Pa3BU-
e BMC, HO BO MHOTHX CilyyasiX YCTAHOBUTb I€HETUYe-
cKyto (hopMy MUACTEHUHU HE YIAeTCsl JAaxke C UCTIOIb30BAHU-
em NGS [6, 7, 11].

BMC Ttun 20, npecunantuyeckuii (Myasthenic syndro-
me, congenital, 20, presynaptic, OMIM #617143;
ORPHA:98914) — HepBHO-MbIllIeUHOE 3a00JI€BaHUE C ayTO-
COMHO-PEIIECCUBHBIM THUIIOM HACJIEIOBAaHUS, OOYCIOBICH-
HO€ TOMO3UTOTHBIMM UJIM KOMIIAYH/I-TeTEPO3UTOTHBIMU MY-
TauusiMu B reHe SLC5A7, KOTOpblii TOKaJIM30BaH Ha XpPOMO-
come 2ql2. Takxke TreTepo3UroTHble MyTallUM B TEHE
SLC5A7 BbI3bIBAIOT ayTOCOMHO-IOMUHAHTHYIO IUCTAJIbHYIO
MOTOpHY10 HelipoHoratuto, Tur VIIA (Neuronopathy, distal
hereditary motor, type VIIA; OMIM #158580) [8, 9].

OCHOBHBIMU KJIMHUYECKUMU TPOSIBICHUSIMU SIBJSIOTCS
TsKeIast TUITOTOHMS, ACCOLIMMPOBAHHAS C STTM30ANYSCKUMU
armHo3 BCKOpe mociie poxaeHust pedeHka. [1pu anekrpomu-
orpaduu (BMT) BbISBISIIOT CHUXKEHHBII OTBET Ha MOBTOPSI-
OLIYIOCSI CTUMYJISILIMIO HEPBOB, U Y YaCTH MallMEHTOB OIMU-
caH TepaneBTUYECKUIl OTBET Ha BBEICHHME WHTUOMTOPOB
AXD [8, 9].

B Hacrosiee BpeMsi B Mupe orucaHo okojo 10 manueH-
TOB, B TOM 4mciIe IBoe ponHbiX OpatbeB, ¢ BMC tum 20 [10,
11, 12]. TIpu 3K30MHOM CEKBEHMPOBAHMMU U CEKBEHMUPOBA-
Hun 1o CoaHrepy y neTeil uIeHTHU(PUUMPOBAHBI KOMIIa-
YHI-T€TEePO3UTOTHBIE W TOMO3WUTOTHbIE MYTAllMM B TeHE
SLC5A7.

Y Bcex MaiuMeHTOB MpU POXIACHUM OTMEUEHA ITMITOTOHUS
MU 4YacTble SMU30AMYECKHE aIlHOd, TpeOylollue IOMOTHU-
TEJIbHOM BEHTWISILUK. Y 2 OpaTheB ObLI O0Jiee TSKeIbIi (e-
HOTHUII C aHTEHATAJbHBIM TUAPAMHUOHOM U apTPOTPHUIIO-
30M; 3TU AeTH yMepin Ha 10 11 15 neHb 3KU3HU. Y 0CTaJIbHBIX
IIATH TIAIIMEHTOB B Bo3pacTe OT 3 JieT M 10 16 JeT Obun 3a-

JiepXkKa TMCUXOMOTOPHOIO Pa3BUTHS, MPOKCUMAaJbHAs clla-
0OCTb HIDKHUX KOHEYHOCTEl, aKcHalbHasl C1ab0CTh, YTOM-
JIIEMOCTD, TITO3, O(TaTbMOIIape3, XpOHNYECKasi TMTIOBEHTH -
TS U OynbOapHble TPU3HAKM, TaKue, KakK HapylleHHe
CcOocaHMsl U TiIoTaHus, nucdonust, nucdarus u crpuaop. Bee
MaluMeHThl MOoJydyaad UHIMOUTOPhl AXD C MOJOXKUTEIbHOMN
MUHAMUKOMW, Yy JBYX TAIlMEHTOB HAOMIOMaCs HeKPEeMEHT-
HbIi1 OTBET Ha TTOBTOPSIIOLLYIOCS CTUMYJISILIAIO HEPBOB. Tpoe
MalMeHTOB WMMeJIM KOTHUTHMBHBIA AedUIUT, Torma Kak
y IBYX KOTHUTUBHOE pa3BUTHE ObLIO B mpeaeaax HopMel [ 10,
11, 12].

IIpu mpoBeneHNM OUOTICHM MBI Yy 16-71€THETO Majlb-
yrka 1 'y 1 u3 ymepiuux 6paTheB ¢ aHTeHATaJIbHOI (hOpMOii
paccTpoiicTBa IMoKa3aHbl aHOMAJIMM B HEPBHO-MBIIIEUHOM
coemuHeHuu [10, 11, 12].

B nmaHHOII cTaThbe MPUBOAUTCS COOCTBEHHOE KIMHUYE-
ckoe HabmoaeHue naureHta ¢ BMC tun 20, moaTBepxaeH-
HOI1 BbIsIBIEHHOU MyTauuei B reHe SLCS5A7.

Onuncanye KJIMHAYECKOr0 HAOIIONECHUS

PebGeHoK mocTynui B OTAeIeHNEe peaHuMallui U MHTEH-
cuBHoit tepanuu ['BY3 «HIIL cneu.mea.moMouy aeTsiMm
I3M» um. B.®. BoiiHo-SIceHellkoro B Bo3pacTte 5 MecsleB
C IUarHO30M — [lenmpanvHblil uno8eHMUAAUUOHHBIU CUHO-
pom. Tunokcuuecku-uwemuueckas suyegaronamus. vixa-
menvHaa Hedocmamoynocms 11 cmenenu, 3agucumocms om
annapama HUBJI. Ilape3 copmanu.

PebGeHok oT 2-ii GepeMEeHHOCTH, MPOTEKaBIIe C Tula-
LIEHTapHON HEeIOCTaTOYHOCTBIO B CTAIUM KOMIIEHCAIIMM, Ha
(oHe TepBUYHO-JIATEHTHON (POPMBI ITUTOMETATIOBUPYCHOM
nHDeKrKU, OaKTepruaabHOrO BarMHO3a M KaHAUIO3HOTO
KoJbnuTa y Matepu. PeGeHOK OT mepBbIX poaoB Ha 38 He-
JieJie TecTalvy, AeBOYKa poauiach ¢ Maccoit 3640 r, pocr
53 cM, oueHka no mKane Amnrap 8/9.

B Bo3pacTe mepBoro yaca XXu3Hu y pebeHKa OTMeUaoch
HapacTaHue IbIXaTeJIbHONW HEI0CTaATOYHOCTH, allHO3, CUM-
MTOMbl YTHETCHUSI LIEHTPAJIbHONH HEPBHOW CHUCTEMbI
(HHC). B cBsi3u ¢ HapacTaHUEM JAbIXaTeJIbHOW HeIOCTa-
TOYHOCTH JeBOUYKA TepeBeleHa Ha MCKYCCTBEHHYIO BEHTH-
jgsuuio nerkux (UBJI). B nanbHeiileM coctosinue pebeHka
0CTaBaJIOCh TSLKEJIbIM. PeOEHOK MOCTOSTHHO HAaXOAWJICS Ha
JIeYEHUU B OTAEJICHUN peaHUMAlMM U UHTEHCUBHOM Tepa-
nuu. HeogHoKpaTHEIE TTOMBITKY MIEPEBECTU peOeHKA Ha ca-
MOCTOSITEJIbHOE IBbIXaHWE M DKCTYyOMPOBaTh OKa3aJNCh Oe-
gycrieiiHbiMU. [locie HamoxXeHuss peOeHKY TPaxeoCTOMbI
CIIOHTaHHOE JAbIXaHWE OCTaBajoCh HeI(dOEKTUBHBIM, Ma-
LIMEHT TpeOOoBaJl MPOBENCHUS] XPOHUUYECKOM pecrupaTop-
HOW MOAJEPXKKU.

NuddepeHaabHbIil AUAarHO3 IIPOBOAMIICS C BPOXKIEH-
HOI1 ITHEeBMOHMEN, MOPOKaMU Pa3BUTUSI OPOHXO-JETOYHOM
cUCTeMbl, BceMU (hopMaMy BPOXAEHHBIX MUOIATUI, CUH[I-
pOMaMu BPOXIEHHOW LICHTPAJIbHOW TMIIOBEHTWJISILIAM,
BPOXXIEHHON MUACTEHMEl, ¢ HACAeICTBeHHbIMU 3a00JieBa-
HUSIMM OOMEHa BellleCTB, MaHU(ECTUPYIOIIMMU B HEOHa-
TaJIbHOM Mepuoje.
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C 1enplo onpenesieHus] MPUUMHBL TSKEJOM IbIXaTeb-
HOI HeIOCTaTOYHOCTU peOeHKY Oblila cliejiaHa JIApUHIOTpa-
XeOOPOHXOCKOIHUS, TIPU KOTOpPOil Obla BBISIBJIEHA OpOH-
XO-JIETOYHasl AUCIUIa3usl JIETKON CTeNeH! U JUCTLIa3us yep-
najgoBUAHBIX Xpsiieid. [Tpu noBropHo#t dhubpoHazohapuH-
TOJIAPUHTOCKOIIMK Yepe3 MecsIll MaTOJOTUU CO CTOPOHbI
TOPTAaHOHOCOTJIOTKM He BBISIBJICHO.

IIpoBeneH psii reHeTUYECKUX UCCAeTOBAHMIA: CETIeKTUB-
HBII OMOXMMUUYECKUIT CKPUHUHT Ha aMUHOALIUIOTIATUH, Op-
TraHWYeCKKe aluaypuu 1 neeKThl MUTOXOHAPUAIBHOTO Oe-
Ta OKUCJICHUsI — MaToJIoruu He BbissBieHo; nipu JHK-uc-
cinenoBanun reHa PHOX2B skcnancuss GCN-MOBTOpOB
(TmonMmaIaHMHOBBIM TPaKT) HEe OOHapyXKeHa, YacThIX MyTa-
it B reHe SMN He HaligeHO.

B momenT rocnuranuzanuu B OPUT HIIL nwpixatennb-
Hast HegocTtaTouHocTh 3 cr, UBJI 80% BpemeHu, cOCTOSHME
pebeHKa 0CTaBajoCh TSKENIbIM, CTaOMIbHBIM. TsKecTb co-
CTOSIHUSI OOYCJIOBJ€HA AbIXaTeIbHOW HEAO0CTaTOYHOCTHIO,
3aBUCHUMOCTBIO OT ammapara MBJI.

IIpu ocmoTpe B oTaeneHUU BpauoM-reHeTukoMm ['BY3
«HITLL cneu.men.momoiuu aetsiM J3M»: mepBblii peGeHOK
CeMbE, POIUTENN PYCCKHUE, HE COCTOSIT B OJIM3KOPOACTBEH-
HoM Opake. DeHoTHNMUECKK: peOEHOK B COBHAHUU, CJICANUT
3a MPEenMETOM, YJIbIOaeTCsl, UHTEPECYeTCsl UTPpyllIKaMu, 00-
paniaet Ha cebsl BHUMaHUEe HEOObIYHOE «KYKOJIbHOE» JIMIIO
— T'MIIOMUMUSI, OAYTJIOBAThIE 1EKH, TUTOCKUE OPOMTHI, TTyX-
Jible TyOBbI, KOpOTKasl Iest, y3Kas IpyaHasl KJIeTKa, BbIpa-
>KEHHas MbllLIEYHAas! TUTIOTOHUSI, MUHMMAaJIbHasl CTIOHTaHHasI
JIBUTaTeJIbHAs aKTUBHOCTb, CYXOXWJIbHAsl runopediaekcusi,
OIIHOKPATHBIE CYITOPOTH.

[Tpu npoBeneHnn cyTouyHoro Buaeo-OD[ MOHUTOPUHTA
C LIEJIbI0 UCKITIOUEHUST SMUJIENTUUECKOTO XapaKTepa armHod
SMUJICTITUYECKON aKTUBHOCTM He 3apeructpupoBano. [lo
JMAHHBIM KOMIbIOTEPHOI TOMOrpaduu, MpU3HAKu MOCe/-
CTBUI TUITOKCUYECKU-UILIEMUYECKOTO MOBPEXKICHMS TOJIOB-
HOTO MO3ra, HauajbHas CTaaus Tuapoledaniu, KOCBeHHbIE
MPU3HAKN POJOBOI TPaBMBI IIEMHOTO OTAe a TTO3BOHOYHU-
Ka

Vposenb KpeatuHdochokuHazsl (KDPK) B mpegenax
HopMbl. Ha OMI' oTMeuyeHO He3HAUMTETbHOE CHUXKEHUE
aMIUIMTYAbl  MOTEHILIMAJNOB, YMEHBIICHWE JeKpeMeHTa
(B ocHOBe Merofa JeXUT (HEeHOMEH IMJIABHOTO CHUXEHMSI
aMITTUTYIbl COKPAILLEHUST MBIl — YMEHbILIEHNE €€ JeK-
peMeHTa — B OTBET Ha IUKJIMYECKYIO CTUMYJISILINIO); M-0T-
BeT ¢ auadparmMaibHbIX HepBoB 0,2 mV. [1o nanHbiM OMI u
DHMI npeanonaraicsi 1MarHo3 BPOXKAEHHON MMACTCHUMU.
IIpoBenena Harpy3ouyHas mpoba ¢ MHruoutopom AXD —
UMUIAKPUHOM (HEUPOMMIMHOM) — TECT OTPHIIATENIbHBIN,
MO3TOMY Ha 3TOM 3Tane auddepeHInaaTbHON TMarHOCTUKU
MbI OTOLIM OT OOCYKIEHHUsI BPOXKIEHHON MMACTEHUU, KaK
MPUYMHBI JbIXaTeIbHON HETOCTATOYHOCTU U COCPEIOTOUYM-
JIUCh Ha OOCYKIEHUH TPYTITBI BPOXKICHHBIX MUOTIATUH C TIa-
panuyoM auadparmsl.

C 1enplo maabHEHIIero Mmoucka MpUYMH 3a00JIeBaHUS
MPOBEIEHO TOJIHO9K30MHOe cekBeHupoBaHue (NGS). Jla-
OopaTopHbI 3Tanm ucciaenoBaHusl BbinoiaHeH B LleHTpe re-

HeTuku U penpoaykTuBHoi MmenuuuHbl GENETICO, nanb-
Helimass ononmHgopMaTUdecKass 00paboTKa M MHTEPIIpeTa-
LIMSI TIOJYYEHHBIX JTaHHBIX TIPOBEEHA T€HETUYECKON IpyI-
noii HayyHoro otnena ['BY3 «HIIL cneu.men.momoriu ne-
1M JI3M». Y 1eBOUYKM BBISIBIEH paHee OMMCAaHHbINA BapuaHT
HYKJICOTHIHOW TIOC/IeNOBAaTEeIbHOCTH B 3K30HE 6 TeHa
SLC5A7 B TOMO3UTOTHOM COCTOSIHWM, TIPUBOJISIIMI K 3aMe-
He aMUHOKMCIOTBl B 291 mosuuuu Oenka (c.872T>C;
p.11e291Thr). YacroTa BbISIBJIEHHOTO BapyaHTa HYKJIEOTHI-
HOI MOCIen0BaTeIbHOCTU B KOHTPOJIbHOM BbIOOpKE B 6aze
naHHbIX gnomAD cocrasnser 0,005052%. BoisiBieHHast My-
Taluys B TOMO3UTOTHOM COCTOSIHUM Oblla BaJuIMpOBaHA
y MalyeHTa METOIOM TIPSIMOTO CeKBeHUpoBaHUsI 1o CaHTe-
py. Y maTepu pedbeHKa MyTallus OlpeaeieHa B reTepO3UroT-
HOM COCTOSIHUM, y OTIAa JaHHBI BapuaHT He BBISBIIEH.
B ¢BsI31 ¢ IpUCYTCTBMEM TOMO3UTOTHOM MyTallK y pebeHKa
U OTCYTCTBUEM MyTalMW Y OTLIA HEJb3sl UCKIIOYUTH HaU-
yye y Hero TOHagHOTO MO3aWlM3Ma, KPYITHOW JeNlellni, a
TakKXe BO3MOXHOTO JIOKHOTO OTIIOBCTBA.

Ilocne BoisiBIeHUs1 myTaiuu B reHe SLCS5A7 npoBonu-
JIOCh TUTPOBaHME O03bl MHIHMOUTOPOB AXD. B yacTHOCTH,
MOJIOXKUTENIbHBII TeparneBTUYeCKUi 3¢ deKT ObLT MOTydeH
TOJIbKO TIPY MPUMEHEHUH MUPUIOCTUTMUHA OpoMuI (Kau-
MMH) B 103e 0,7 MI/KT B CyTKH, Ha (D)OHE KOTOPOro pebeHOK
YaCTUYHO TIepeBe/IeH Ha CaMOCTOSITETbHOE JbIXaHNE.

TTpoaoKUTENbHOCTh BEHTUISIIMOHHOM MOIIEPKKY ye-
pe3 TpaxeoCTOMUYECKYIO TPYOKY yAanoch CHU3UTH 10 20%
B CYTKM U TOJIbLKO BO CHe. B Hacrosiiee BpeMsi B BO3pacTe
7 MecsieB pebeHOK aKTUBHO MepeBOPauYMBaETCs, MBITACTCS
CEeCTh, MAHUITYJTUPYET UTPYIIKAMU ABYMSI pYKaMHM, YBETUIH-
JIUCh CUJIA M TOHYC MBIIIILL, TOBBICUIUCH CYXOXMWIbHbIE ped-
nekchl. TakKe TMOSIBUJIOCH «OpIOLTHOE» AbIXaHue. KuBas,
CUMMeTpUYHAas MUMUKa 1o Bo3pacTty. B mepuon 6oapcTBo-
BaHUS peOEHOK HAXOAWTCST HAa CAMOCTOSITEJTbHOM JIbIXaHHUM.
Ilo naHHbIM cTuMynsiuMoHHo OMI M-otsetr ¢ auadpar-
MaJIbHOTO HepBa yBeauuwics a0 1,2 mV.

IIpencraBneHHoe KIMHUYECKOE HAOMIOAEHME IMallMeHTa
C penKoi TeHeTH4YecKoil (hopMoil MUACTEHMU C IbIXaTeIb-
HOIl HEIOCTAaTOYHOCTHIO MOKa3biBaeT BaxkHoCTh I HK-mgma-
THOCTUKH C MCMOJb30BaHUEM ITOJTHOAIK30MHOIO CEKBEHUPO-
BaHMSI C LIEJIBIO TTOMCKA MOJICKYJIIPHOTO neeKTa U OIpee-
JIEHUS JajbHeHIlIel TaKTUKKU BBEICHUS TTAallUEHTOB C TsKe-
JIOW TTaTOJIOTHEH.
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