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BpoxaeHHbIli MuacTeHmyeckunin cuHapom tin 20, npecuHanTuieckuini — HepPBHO-MbILLIEYHOE 3aboneBaHne ¢ ayTOCOMHO-PeLec-
CVBHbIM TUMOM HacnefoBaHus, 06yCNOBNEHHOE MOMO3UIOTHBIMU UM KOMMAyHA-reTePO3MIOTHBIMU MyTauusMun B reHe SLC5A7, xa-
paKTepu3yIoLLEecs TAXeol rMnoTOHKEN, aCCOLMMPOBaHHOI C 3NM30ANYECKMMM anHoad BCKOPE Nocsie poxaeHns pebeHka. B ctatbe
NPUBOANTCS OMUCAHME Cilyyast BbIIBNEHUS MyTaumy B reHe SLC5A7 'y BeBOYKM 5 MECSILLEB C AbIXaTENbHOW HEAOCTAaTOYHOCTBIO, FUMOK-
CMYECKM-ULLEMNYECKON 3HLedanonaTuem, BbIPaXXeHHOM MbILLEYHON rMnoToHUER. MNpu 9K30MHOM CEKBEHMPOBAHUN BbISIB/IEH paHee
OMMCaHHbIN BAPUAHT HYKIEOTUAHON NOCNEA0BaTENIbHOCTH B 9k30HE 6 reHa SLC5A7 B roMo3nrotHom coctosHum (p.l1e291Thr), myTa-
LSt BaNnaMpoBaHa METOA0M cekBeHupoBaHus no CaHrepy. Y maTtepu pebeHka MyTaums onpefiefieHa B reTepo3nuroTHOM COCTOSIHUAN,
y OTLLA — J@HHbI BAPUAHT He BbISIBNEH. B CBSA3M C HANM4YEM rOMO3UIrOTHOM MyTaLmmn y pebeHKa 1 OTCYTCTBUS MyTaLMK Y OTLA HENb3S
UCKIIIOYNTb HaNM4Me rOHAAHOr0 MO3anLM3mMa Y 0TLA 1/Uar NOXHOro OTLOBCTBA. [pefcTaBieHHOe KIMHUYECKOE HaboAeHMe naum-
eHTa C peakor (GOpPMOI BPOXAEHHON MUACTEHUM C AblXaTeNbHON HEOOCTaTOYHOCTbIO MOKA3blBAET BaXHOCTb MPOBEAEHUS
JOHK-aparHocTrkm ¢ ncnonb3oBaHMEM MeTo4a 9K30MHOMO CEKBEHMPOBAHMUS C LESbIO NoMcka MONIeKynsapHoOro fedekra ang onpege-
JIEHUS JanbHenLWen TakTKN BBEAEHNS NaLWeHTOB C TAXEN0N NaToorme.

KnioueBble cnoBa: reH SLC5A7, BPOXAEHHbI MAAQCTEHNYECKUIA CUHPOM, AblXxaTeNbHas Hel0CTaTOYHOCTb, MbILLEYHAs TMNoTo-
HWSI, NOIHO3K30MHOE CEKBEHUPOBAHUE.

ABTOpbI AEKNAPUPYIOT OTCYTCTBME KOHDIMKTA NHTEPECOB.

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.

Keywords: SLC5A7 gene, congenital myasthenic syndrome, respiratory failure, muscle hypotonia, whole-exome sequencing.

Brenenne

BpoxneHHbie MuactreHudyeckue cuHapombl (BMC) —
TeHEeTMYECKU TeTepOreHHble, HEaHTUTEJOTNOoCpel0BaHHbIE
paccTpoiicTBa HEPBHO-MbIIIEUHOU Mepeaayn, OObIYHO -
OI0TMPYIOT B HEOHATATBLHOM TEePUONIe WIM B TeUeHUE TIep-
BOTO WJIM BTOpOro rojaa xu3Hu. BMC moryt pa3BuBaThCst

BCJICCTBUE MOJIEKYJISIDHOTO Jedekra OGeJIKOB Ha IMpecH-
HaANTUYECKOM, CHHANTUYECKOM U IOCTCHUHANTHYECKOM
ypoBHe [1, 2].

CuHanc TpeacTaBisieT Cco00il BBICOKOCTEIUATU3UPO-
BaHHYIO CTPYKTYPY, MECTO KOHTAKTa MEXIY ABYMs HEpo-
HAMM WM MEXIY HEHPOHOM M IOJIyYarolleil CUTHam 3¢-
(EKTOPHOM KJIETKOM, CIIYKUT [UIsl Mepefadyd HEPBHOIO MM-
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MyJibca XUMHUYECKUM TYTEM C TTOMOIIbIO MEAUATOPOB WJIU
9JIEKTPUYECKUM TYTEM, TTOCPEICTBOM MPOXOXKICHUSI MOHOB
U3 OOHOMN KJIeTKHU B npyryro. OoHuUM U3 Haubosiee U3ydyeH-
HBIX CUHATICOB, MCITOJIb3YEMbIX B KAUECTBE MOJIENIU, SIBIISET-
Csl XOJIMHEPIMUeCcKoe HePOMBIIIIEUHOE coeTMHeHre. XO0Iu-
Hepruyeckasi nepejaya yHUKajJbHa Cpead HEpoMeauaTop-
HBIX CUCTEM TeM, UYTO OHa ObICTPO OCTAHABIMBAETCS 3a CUET
pacileruieHusl HeWpOTpaHCMUTTepa B CMHATITUYECKOM TIPO-
CTPAHCTBE XOJIMHACTEpa3aMu JUIsl 00ecriedyeHUusi ObICTPBIX
MocJieIoBaTeIbHbIX MOCTCUHANTUYECKUX OTBETOB [3, 4].

HeiipombllieyHoe coearHeHue obecreunBaeT nepeaayvy
MOTeHIIMaaa OT MOTOHEMPOHA K BOJIOKHY CKEJIETHBIX MBILIIL
JUTST KOHTPOJIST COKpallleHsT MBI, HapylreHne HeiipoMbl-
LIEYHON Tepenayn MPUBOIUT K MUACTEHUU, TO €CTh (DIyK-
TyUpyIollel MbIlIedYHOU yTomisemoctu [5]. HacnenctseH-
Hble (OpMBI MMACTEHMM MPEICTABISIOT COOO TpYIIILy
BMC, xapakrtepusyloiyecss paHHUM HavajoM 3abosieBa-
HMS, TIPOTPECCUPOBAHNEM, OTCYTCTBMEM AaHTUTEN K peler-
TOpY alleTWIXOJMHACTEPa3bl (AXD), a Takke TepaneBThye-
CKMM OTBETOM Ha BBeleHUe MHTMOUTOPOB AXD (aHTUXOIH-
HACcTepa3Hble TpemapaThl). B mocienHue romsl Graromapst
BHEJIPEHUIO TEXHOJOTUU BBICOKOIIPOU3BOAMUTEIHLHOTO CEK-
BeHUpoBaHus (next generation sequencing — NGS) ycra-
HOBJIEHO, yTO MyTauuu B 30 reHax oOyCJIOBIMBAIOT Pa3BU-
e BMC, HO BO MHOIMX CIy4asX YCTaHOBUTH T€HETHYC-
cKyto ¢GopMy MUACTEHUU HE YAAETCs AaxXKe C UCTIOIb30BaHU-
em NGS [6, 7, 11].

BMC tun 20, npecunantuyeckuii (Myasthenic syndro-
me, congenital, 20, presynaptic; OMIM #617143;
ORPHA:98914) — HepBHO-MbIllIeUHOE 3200JI€BAHUE C AyTO-
COMHO-PEIIECCUBHBIM TUIIOM HACJIe0OBaHMUsI, O0YCIOBIEH-
HOE€ TOMO3UTOTHBIMU MJIM KOMITayH/I-T€TePO3UTOTHBIMU MY-
TauusiMu B reHe SLCS5A7, KOTOpblii TOKaJIM30BaH Ha XPOMO-
come 2ql2. Takxke TreTepo3WroTHbIE MyTallMM B TEHE
SLC5A7 BBI3bIBAIOT ayTOCOMHO-IOMUHAHTHYIO IUCTAJIbHYIO
MOTOpHYyI0 HelipoHonaTuto, Tun VIIA (Neuronopathy, distal
hereditary motor, type VIIA; OMIM #158580) [8, 9].

OCHOBHBIMU KJIMHUYECKUMU TPOSIBICHUSIMU SIBJSIIOTCS
TsKeJask TUITOTOHMS, ACCOLIMMPOBAHHAS C SMU30AMYECKUMU
aIrTtHO® BCKOpE Toclie poxaeHusT pebeHka. [1pu anekTpomMu-
orpacduu (DMT') BbISABISIIOT CHUXKEHHBIN OTBET Ha MOBTOPSI-
IOLIYIOCSI CTUMYJISILIMIO HEPBOB, U Y YaCTU MallMEHTOB OMU-
caH TepaneBTUYECKUI OTBET Ha BBEIEHHWE WHTHMOMTOPOB
AXD [8, 9].

B Hacrosiiee Bpemsi B MUpe ornucaHo okosio 10 nanueH-
TOB, B TOM UMCJie IBOoe poaHbIX 6patbeB, ¢ BMC tun 20 [10,
11, 12]. Ilpu 5K30MHOM CEKBEHHMPOBAHUU M CEKBEHUPOBA-
Hun no CoHrepy y Aertedl MISHTU(GUIIMPOBAHBI KOMIIA-
VHI-T€TEPO3UTOTHbIE M TOMO3UTOTHbIE MYyTallMi B TeHe
SLC5A7.

VY Bcex MalMeHToB MPY POXIACHUN OTMeYeHa TUTTOTOHUS
U YacTble SMU30JMYECKUE aAMHO3, TPeOylollue IOMOTHU-
TEJbHOI BEHTWISILUK. Y 2 OpaTheB ObLI OoJiee TSKebli de-
HOTUI C aHTEHATaJbHBIM THAPAMHUOHOM U apTPOTPHUIIO-
30M; 9TU AeTH yMepan Ha 10 1 15 meHb >KU3HU. Y OCTaIbHBIX
ST TIAIIMEHTOB B Bo3pacTe OT 3 JieT U a0 16 et 6butn 3a-

JiepxkKa MCUXOMOTOPHOIO Pa3BUTHSI, MPOKCUMaJIbHAs Clla-
00CTb HMXKHUX KOHEUHOCTEl, akcuaabHasi c1abocTb, yTOM-
JIIEMOCTbD, MITO3, 0(hTaTbMOIIApe3, XpPOHMYECKasi TMTTOBEHTHU -
M M OyapOapHbIe MPU3HAKM, TaKWe, KaK HapylleHHe
cocaHusl ¥ rioTanust, nucdonust, nucdarust u ctpuaop. Bee
MalMUeHThl MOJyYaau UHTMOUTOPbl AXD ¢ MOJOXUTETbHON
MUHAMUKOM, Y ABYX TAllMEHTOB HAOMIOAAJICs AeKPEMEHT-
HBII OTBET Ha MOBTOPSIIONIYIOCS CTUMYJISIIIIO HEpBOB. Tpoe
MalMeHTOB WMEJIU KOTHUTUBHBIM neduuur, Torma Kak
y IByX KOTHUTMBHOE pa3BUTHE ObUIO B Mpeaeaax HopMbl [ 10,
11, 12].

IIpu mpoBefneHU OGUOTICKM MbILIL Yy 16-71€THETO Majib-
yyka n'y 1 u3 ymepiunx 6paTbeB ¢ aHTeHaTaJIbHOI (DOpMOit
paccTpoiicTBa MOKa3aHbl aHOMAJIUU B HEPBHO-MBILIEYHOM
coenuHenuu [10, 11, 12].

B naHHO# cTaThbe MPUBOAUTCS COOCTBEHHOE KJIMHUYE-
ckoe HabmoneHue nanueHTa ¢ BMC tun 20, nontBepxkiaeH-
HOIi BBISIBIECHHOM MyTauueil B reHe SLCS5A7.

Onucanve KJIMHHYECKOro HAO0JI0AEeHUs

PebGeHok MmoCTyImuiI B OTAeIeHUE PeaHUMalluM M UHTeH-
cuBHoit tepanuu ['BY3 «HIIL[ creu.men.momoiny netsimM
O3M» um. B.®. BoiiHo-fIceHelIkoro B Bo3pacte 5 MecsileB
C IUarHo3oM — I[lenmpanbublil eUn08eHMUNAYUOHHBLU CUHO-
pom. Tunokcuuecku-uwemuueckan suyegaronamus. ovixa-
menvHaa Hedocmamouynocmv 11 cmenenu, 3aeucumocms om
annapama HUBJI. Ilape3 copmanu.

PebeHok ot 2-ii GepeMeHHOCTH, MPOTEKaBllIed C ria-
LIEHTapHOI HEeIOCTaTOYHOCTBIO B CTAAMK KOMIIEHCAIIMU, Ha
¢GoHe MepBUYHO-JATEHTHON (hOPMBI IIUTOMEraJIOBUPYCHOM
MHGbEKIY, OaKTepuallbHOTO BarmHO3a W KaHAWIO3HOTO
KoJpnuTa y Matepu. PeGeHoK OT mepBbIX poaoB Ha 38 He-
Jiefie TecTalyu, AeBoYKa poAuiach ¢ Maccoit 3640 r, poct
53 ¢M, oleHKa 1o Hikaixe Amnrap 8/9.

B Bo3zpacTe nepBoro yaca xXu3Hu y pedeHKa 0TMeUaloCh
HapacTaHWe JIbIXaTeJbHOM HETOCTaTOYHOCTHU, alTHOd, CUM-
MTOMBI YTHETEHUsI 1EHTPAJbHOW HEPBHOM CUCTEMBI
(IHC). B cBsi3au ¢ HapacTaHUEM JAbIXaTeJIbHOM HemocTa-
TOYHOCTH JIeBOUKa TepeBeaeHa Ha NCKYCCTBEHHYIO BEHTH-
nmsumio aerkux (MBJI). B manpHeiiieM cocTossHue pedeHKa
0CTaBaJIOCh TsKeJNbIM. PeOEHOK MOCTOSTHHO HaXOAWICS Ha
JIEYEHUU B OTAEJICHUN peaHUMAlIMM U UHTEHCUBHOI Tepa-
nuu. HeogHoKpaTHBIE ITOMBITKY MEPEeBECTU peOeHKa Ha ca-
MOCTOSITEJIbHOE JbIXaHUe U IKCTYOMpOBaTh OKa3aluCh Oe-
gycnienrHbiMK. [Tocie HalmoXeHUs1 peOeHKY TpaxeoCTOMBI
CIMOHTAHHOE JAbIXaHWe OCTaBajioch Hed(h(EKTUBHBIM, Ma-
LIMEHT TpeGoBajl MPOBENEHMS] XPOHMUYECKOM pecrupaTop-
HOW MOAIEPXKKHU.

NuddepeHanbHblil AUarHo3 MPOBOAMICS C BPOXIEH-
HOW TTHEBMOHMEM, TTOPOKAMU Pa3BUTHUSI OPOHXO-JIETOUHOM
CHUCTEMBI, BceMH (hOpMaMU BPOXIEHHBIX MUOIMATUI, CHHI-
poMaMM  BPOXIEHHON ULEHTPaJIbHOW TUMOBEHTUJISILIUM,
BPOXKIEHHOM MMACTeHUEI, ¢ HacleACTBEHHbIMU 3a0oJieBa-
HUSIMU OOMeHa BEIeCTB, MaHU(ECTUPYIOIIMMU B HEOHa-
TaJIbHOM Tepuoe.

ISSN 2073-7998

43



KIMHNYECKUE CNYHAMN

C uenblo omnpeesieHUs] PUYMHBI TSKEJION JbIXaTeslb-
HOI HEIOCTAaTOYHOCTU peOEeHKY ObUIa clielaHa JIJApUHIOTpa-
Xe0OpPOHXOCKOIUSI, MPU KOTOPOI ObUla BhHIsBIEHA OpPOH-
XO-JIETOYHAsl TUCIIIa3Us JIETKOW CTENEHU U IUCTLIAa3Us uep-
MajJoBUAHBIX xpsiueid. [Tpu moBropHoit hubpoHazodapuH-
TOJJADUHTOCKONIMU 4Yepe3 MecCsIL] MaTOJOTMU CO CTOPOHBI
TOPTAHOHOCOTJIOTKM HE BBISIBJICHO.

[TpoBeneH psi reHeTUYECKUX UCCIeIOBAHMI: CeIEKTUB-
Hbli1 OMOXUMUYECKUI CKDUHUHT HA aMUHOALUAONATUH, Op-
raHn4YecKue aluaypuu v aedeKTbl MUTOXOHIPUAIbHOTO Oe-
Ta OKUCJIEHUsI — MaToJiornu He BbisgBieHo; nipu JHK-uc-
cnenoBanun reHa PHOX2B skcnaHcusi GCN-noBTOpoB
(monMaJaHUHOBBINM TPAKT) HE OOHApy>KEHa, YacThIX MyTa-
uuit B reHe SMN He HaiineHo.

B momenT rocnmrammzaunu B OPUT HIITL geixarenb-
Hasg HexocTaToyHOCTh 3 c1, UBJI 80% BpemeHU, COCTOSTHIE
pebeHKa OCTaBaloCh TSIKENbIM, CTaOMIbHBIM. TsKecTb co-
CTOSIHUSI OOYyCJIOBJIEHA [IbIXaTeJbHON HEI0CTaTOYHOCTHIO,
3aBUCUMOCTBIO OT ammapara MBJI.

IIpu ocmotrpe B oTmeneHun BpayoM-reHeTukom ['BY3
«HITLL cnem.men.momoru aetssm J3M»: miepBbiii peGeHOK
CEMbE, POUTENIN PYCCKUE, HE COCTOST B OJM3KOPOACTBEH-
HoM Opake. PeHOTUITMYECKH: peOEHOK B CO3HAHUU, CJICIUT
3a TIPEIMETOM, YJIbIOAETCsI, MHTEPeCyeTcsl UrpyliKaMu, 00-
pamiaer Ha ce0si BHUMaHUE HEOOBIYHOE «KYKOJIbHOE» JIUIIO
— TUIMIOMUMMS, OIyTJIOBATHIE 11IEKU, TUIOCKUE OPOUTHI, MyX-
Jible TyObl, KOpOTKas 1iesi, y3Kasl rpyaHasl KJeTka, Bblpa-
JKEHHas! MbIllIeYHasl TUTIOTOHWSI, MUHUMaJIbHAas CTIOHTaHHasI
JBUTaTeJIbHAsl aKTUBHOCTb, CYXOXWJIbHas TUMOpedIeKCusi,
OJIHOKpaTHbBIE CYIOPOTHU.

I1pu npoBeneHUM cyTouHOro Buaeo-OD[ MOHUTOpMHTa
C LIEJIBI0 UCKITIOYEHUS 3MUJIENTUYECKOro Xapakrepa arHod
SMWIENTUYECKON aKTUBHOCTU He 3apeructpupoBaHo. [lo
JAHHBIM KOMIIBIOTEPHOI TOMOrpaduu, Mpu3HaKu MOCe/-
CTBUI TUTTOKCUYECKU-UIIEMUYECKOTO TTOBPEXACHUS TOJIOB-
HOTO MO3ra, HauajbHas CTaaus ruapoliedalnu, KOCBeHHbIE
NPU3HAKKA POITOBOIM TpaBMbI LLIEMHOTO OTAEIa MO3BOHOUYHU-
Ka

VYposenb KpeaTuHpochokuHazbl (KPK) B npegenax
HopMmbel. Ha OMI' oTmMeuyeHO He3HAUYUTENIbHOE CHUKEHME
aMIUIATYAbl  MOTEHLMAJIOB, YMEHbBIICHWE JeKpeMeHTa
(B ocHOBe MeToda JIeKUT (DEHOMEH IIJIABHOTO CHUKEHUS
AMIUTATY/Abl COKPALEHUS MBILILBI — YMEHbUIEHUE €€ JIeK-
peMeHTa — B OTBET Ha LMKJIMYECKYIO CTUMYJISILNIO); M-0T-
BeT ¢ auadparmManbHbIX HepBOB 0,2 mV. [1o nanHbiM OMI u
OHMI npeanonaraicsi IMarHo3 BPOXJAEHHONH MHACTEHUHU.
IIpoBeaeHa Harpy3ouHasi mpoba ¢ MHruoOuropoM AXH —
WIAOAKPUHOM (HEMPOMMIMHOM) — TECT OTpULIATeNIbHBIN,
MO3TOMY Ha 3TOM 3Tarne auddepeHInaTbHON TMarHOCTUKA
MBI OTOLIA OT OOCYXIECHUSI BPOXIACHHON MUACTEHUM, KaK
MPUYUHBI JAbIXaTeJIbHOW HEIOCTATOYHOCTA U COCPENOTOUYU-
JIUCh Ha OOCYXXIEHUU TPYMIbl BPOXASHHBIX MUOTIATUH C Ta-
pannyom auadparmsl.

C uenblo JajabHEMIIero moucka MpUYMH 3a00J1eBaHUsI
MPOBEIEHO IMOJHOYK30MHOe cekBeHupoBaHue (NGS). Jla-
OopaTOpHBIi 3Tall UccleaoBaHus BbinojHeH B LleHTpe re-

HeTuku U pernponyktuBHoi MeauiiiHbl GENETICO, naib-
Heiilas OuonHgopMaTUdyecKas o0paboTKa M MHTEpIIpeTa-
LIMS TIOJIyYEHHBIX JAHHBIX MPOBeleHA TeHETUUECKOM TPpyI-
noit HayuHoro otaena I'BY3 «HIILL crew.men.momoiu ae-
TaM JA3M». ¥V 1eBoUKM BbISIBJIEH paHee ONMMCaHHbII BapUaHT
HYKJIEOTHIHOM ITOCNIeNOBATEeIbHOCT B OK30He 6 TeHa
SLC5A7B TOMO3UTOTHOM COCTOSIHUU, TIPUBOJISIINI K 3aMe-
He amMuHOKuCIOTHl B 291 mosumuu Oenka (c.872T>C;
p-11e291Thr). YactoTa BbISIBIEHHOIO BapyaHTa HYKJICOTUI-
HOM TTOCJIeIOBAaTEIbHOCTH B KOHTPOJILHOW BBIOOPKE B 0ase
naHHbIX gnomAD cocrasser 0,005052%. BoisiBieHHas my-
Taluuss B TOMO3UTOTHOM COCTOSIHUM ObLla BaJUAMPOBaHA
y MalyeHTa MeTOIOM TIPSIMOTO CeKBeHUpOoBaHUs 1o CaHTe-
py. Y Matepu pebeHKa MyTalMs orpeaesieHa B reTepo3UroT-
HOM COCTOSIHUM, y OTIa JaHHBI BapuaHT He BBISIBIICH.
B cBsi3u ¢ mpuCyTCTBMEM TOMO3UTOTHOM MyTallMK Y pebeHKa
M OTCYTCTBMEM MYTAllMU Y OTLIA HEJIb3sT MCKIIOYUTh HaU-
qyye y Hero roHajHoro Mo3auliyM3ma, KpYyIHOHN Aeeluu, a
TakKe BO3MOXHOTO JIOKHOTO OTIIOBCTBA.

Ilocne BoisiBieHUs myTaiuu B reHe SLCS5A7 npoBonu-
JIOCh TUTPOBaHUE M03bl MHIMOUTOpPOB AXD. B yacTtHOCTH,
MOJIOKUTENIbHBIN TepaneBTuUYeckuii 3(GheKT ObLT TMoTyyeH
TOJILKO MPU MPUMEHEHUU MUPUAOCTUTMUHA OpOMUL (Kau-
MMH) B 103e 0,7 MI/KT B CyTKHM, Ha (hOHE KOTOPOTro peOeHOK
YaCTUYHO TIepeBelieH Ha CaMOCTOSITEIbHOE JbIXaHNeE.

[TpoaoJKUTETbHOCTD BEHTUJISILIMOHHOM MOAIEPXKKHU Ye-
pe3 TPaxeoCTOMHUYECKYI0 TPYOKY ymanoch CHU3UTH 10 20%
B CYTKM U TOJBKO BO CHe. B Hacrosiiiee BpeMsi B Bo3pacTe
7 Mecs1eB peOeHOK aKTUBHO MEepeBOPAYMBAETCSI, MbITAETCS
CECTb, MAHUITYJIUPYET UTPYILIKAMU ABYMS pyKaMU, YBETUYH-
JIUCh CUJIA U TOHYC MBIIL, TIOBBICUJIMCH CYXOXWIbHbBIE ped-
nekchl. Takke TMOSIBUIIOCH «OpIolIHOe» nbixaHue. 2KuBas,
CUMMETpUYHAass MUMUKA I10 Bo3pacty. B mepuon 6oapcTBo-
BaHMS PeOEHOK HAXOAMTCSI HAa CAMOCTOSITEIbHOM JIbIXaHUM.
IMo nanHbIM cTuMynsaMoHHONW DMIT M-oTBeT ¢ auadpar-
MaJIbHOTO HepBa yBeauuuics 1o 1,2 mV.

IIpencraBieHHOe KJIMHUYECKOE HAOMIOAEHUE MalldeHTa
C penKoi reHeTnyeckoi (hopMoOil MUACTEHMU C JbIXaTelb-
HOI HEIOCTaTOYHOCTBhIO MoKa3biBaeT BaxkHocTh JIHK-mma-
THOCTHKM C MCMOJIb30BAHUEM TTOJTHOSK30MHOTO CEKBEHUPO-
BaHMSI C LIEJIbIO TTOMCKA MOJIEKY/ISIPHOTO neeKTa U OIpee-
JIeHUs AaJbHelIIel TaKTUKYA BBEICHUS MAalUEHTOB C TSDKe-
JIO MaTOJOTUEN.
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