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B nanHoii paboTe npeacTaBieH KIMHUYECKUH cirydail pedeHka ¢ cuaapoMom bopunra — Onuia, 0coGeHHOCTH
ero auarHocTuku. ONMcaHbl aHAMHE3 KU3HU ¥ 3a00J1€BaHNs, KIIMHUYECKHE MPOSBICHNS 3a00/ICBaHIs, PE3yIIbTAThI
JIOTIOJHUTEIBHBIX METONOB UCCIICNOBaHUS. Y peOeHKa BBISBICHB! XapaKTepHble KIMHUYSCKUE IPU3HAKH OOIE3HH:
3a7epKKa BHYTPUYTPOOHOTO Pa3BUTHS, TPyOast 3a1epiKKa Pa3BUTHs HEPBHOU CHCTEMbI, MHO)KECTBEHHBIE BPOKICH-
HbIE TIOPOKH PAa3BUTHs U CTUIMbI JU39MOPHOIeHe3a: areHe31sl MO30JIMCTOIO Tea, MHIOMIA3Hsl MO3KeUKa, MHOMKe-
CTBCHHBIE BPOXKICHHBIE KOHTPAKTYpPBl BEPXHUX H HIDKHHX KOHEUYHOCTEH (XapakTepHas 1o3a cuHapoMa bopuHra —
Omnnna), THIepTPUX03, MONHbIE MIEKH, THIEPTENI0PU3M, IHPOKAs HEPEHOCUIIA, MUKPOTHATHSI, BRICOKOE apKOBHUAHOE
He00, HU3KO MOCAKEHHBIE, TOBEPHYTHIC K331 YIIIH, a TAKXKE PELMANBUPYIONINE PECIIUPATOPHbIC HH(EKIUHU, TPY/-
HOCTH C KOPMJICHUEM, PELUIUBUPYIOLIasi pBOTa, CyHopory. 1o pe3ynbraraM IpoBeIeHHOIO FeHeTHIECKOTro cclie-
JOBaHMS METOIOM KIMHUYECKOTO CeKBEHHPOBAHUS (TIOITHOE CEKBEHUPOBAHKE YK30Ma) BBIABICHA MyTalus de novo
Brede ISXL1. Ha ocHOBaHMH KIIMHMYECKOIO ¥ TeHETHYECKOT0 00CIIe10BaHNs BEICTABICH OKOHYATENIbHBIH IHarHo3:
cunpom bopunra — Onmna. Takum o6pasom, curapom bopuara — Onuna npeacTasisieT co00i penkoe TshKeIoe re-
HeTn4eckoe 3adoneBanue. [IpencTaBneHHbIN KIMHUYECKUH CITy4ail TOMOKET MPAKTHYECKUM BpayaM MpU YCTaHOB-
JICHUM IMATHO3a, TaK KaK JJAHHOE FeHEeTHYeCcKoe 3a00eBaHNe KPaifHe PEIKO BCTPEYaeTCsl B KIMHUYECKOH MPAKTHKE,
HO BMECTE C TeM COIIPOBOXKIAETCS BBIPAIKEHHO! CTEIICHBIO OTPAaHUUCHHS KU3HEASSITEILHOCTH M BEICOKHM YPOBHEM
MIIaICHYECKOH CMEPTHOCTH TAKUX MAllHCHTOB.

KiroueBble cjioBa: KIMHUYECKHIl CIy4aii, reHeTHYeCKoe 3a00/1eBanue, MyTanus de novo, ren ASXL1, cuHapom
Bopunra — Onuna
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This paper presents a clinical case of a child with Boring-Opitz syndrome, the features of its diagnosis. The an-
amnesis of life and disease, clinical manifestations of the disease, and the results of additional research methods are
described. The child has characteristic clinical signs of the disease, such as: intrauterine development delay, gross
delay in the development of the nervous system, multiple congenital malformations and stigmas of dysembriogene-
sis: agenesis of the corpus callosum, cerebellar hypoplasia, multiple congenital contractures of the upper and lower
extremities (characteristic posture of Boring-Opitz syndrome), hypertrichosis, full cheeks, hypertelorism, wide the
bridge of the nose, micrognathia, high arched palate, low-set, backward-turned ears, as well as recurrent respiratory
infections, difficulty feeding, recurrent vomiting, convulsions. According to the results of a genetic study conducted
by clinical sequencing (complete exome sequencing), a de novo mutation in the ISXL1 gene was detected. Based
on clinical and genetic examination, the final diagnosis was made: Boring-Opitz syndrome. Thus, Boring-Opitz
syndrome is a rare severe genetic disease. The presented clinical case will help practitioners in establishing a diag-
nosis, since this genetic disease is extremely rare in clinical practice, but at the same time it is accompanied by a
pronounced degree of disability and a high level of infant mortality in such patients.

Keywords: clinical case, genetic disease, de novo mutation, ASXL1 gene, Boring — Opitz syndrome

Beenenue
Cunnpom bopurra — Omurna (ChO) — pen-
KO€ TSDKEII0€ ayTOCOMHO-JIOMHHAHTHOE TeHe-
THYECKOoe 3a00JIeBaHME, BIIEPBBIE OMHCAHHOE
Bohring u coast. B 1999 1. [1]. Ha ceromusii-
HUI JeHb BO BCEM MHUpE omnucaHo 46 ciyyaes
CBO, 60nbLIIMHCTBO U3 KOTOPBIX OBLIN 3aperu-

CTPUPOBAHBI B 3alIa/IHBIX CTPaHaX, 7 CIIy4aeB —
B a3MaTCKUX cTpaHax [2, 3].

B 2011 . rpynma y4eHbIX BHepBble 0OHA-
pyXuia, uto Ooiee 4eM y IOJIOBHHBI JeTei
¢ CBbO ectp myraunn B rene ASXL1, pacno-
JIO’KEHHOM Ha JITTHHHOM T1j1eue () XpOMOCOMBI
20 B yuactke 20ql11.21 [4]. B mocnenyromiem
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BapuaHT MyTaruu Breue ASXL1 ¢.1210C>T/p.
R404* (NM_015338.6) mnpoaeMOHCTPUPO-
BaJl OYCHb YOETUTENbHBbIC JIOKa3aTeIhCTBA
naTtoreHHocTH [5, 6]. I'eneTnueckass MmyTanus
ASXL1 mpoucxomaut mpu 0Opa3oBaHUU SUTIC-
KJICTKH WJIM CIIEPMATO30MIa U HE YHACTIEI0Ba-
Ha OT poxureniei. Takue MyTalu Ha3bIBalOT-
Csl HOBBIMU WJIU de novo — U3MEHEHHUE B TEHE,
MIPOU3OIIEIIee BIEPBBIE M TOJBKO Yy OTHO-
ro u3 wieHoB cembu. I'en ASXLI cocrout
3 13 5k30HOB U 12 HHTPOHOB M KOAUPYET HY-
KJICOTIPOTEHH UIMHON B 1541 aMHHOKHCIIOTY,
KOTOPBIH IHUPOKO IKCIIPECCUPYETCS B pa3iIny-
HBIX TKaHsX, modtromy npu CbO u3MeHeHUs
MOT'YT BO3HUKATh B Pa3HbIX opraHax [7, 8].

B 2011 r. R. Hastings 1 coaBT. ycTaHOBH-
M KIMHAYECKWE AMAarHOCTUYECKUE KpHTe-
puu Juis 3TOro 3a00JIeBaHUs, BKIIIOYAROIINE
MUKpoIe]anio, Tpurononedaiuo, reMaHru-
oMy nuia, TunuuHyto mosy CbO, TpymnHOCTH
C KOpMJICHHEM, 3aJIEpKKy BHYTPHYTPOOHOTO
pa3BHUTHS, OTCTABaHUE B ICHXOMOTOPHOM pa3-
BUTUM U XapaKTEPHbIA YEpENHO-IUIEBON MO-
pox pazButus [9]. OOmIMe YepemHO-IUIICBbIC
0COOCHHOCTH BKJTFOUAIOT BBIMYKJIBIC IV1a3a, MU-
KpO-/pETPOTHATHIO U PacIIeinHy Heba. Y He-
KOTOPBIX IMAllMEHTOB MOT'YT OBITH BPOXK/ICHHBIE
aHoManmuu (CTPYKTypHBIE aHOMAlIMM MO3Ta,
CepJeyHble aHOMAJIMM, aHOMAaJHH OIOPHO-
JIBUTATENILHOTO ammapara u T.J.). Ha cerom-
HSIIHWI JICHb 3aperucTpupoBaHo Oosnee 50 ma-
uueHToB ¢ CBO, COOTBETCTBYIONUX KIIMHUKO-
JuarHoctuueckum kpurepusm [10, 11].

V HekoTopeix geteit ¢ cunapomom CBO
red ASXL1 He u3MeHeH, 4To, BEpOsITHO, CBsI3a-
HO C U3MEHEHUSIMH B JIPYTUX CBS3aHHBIX [CHAX.
Huddepennmanbuas quarHoCTHKA MTPOBOIAMT-
cst ¢ CBO-moo0HbIM (PEeHOTHUIIOM, CBSI3aHHBIM
¢ resom KLHL7. OH nmeeT HECKOJIBKO 00X
gept ¢ CBO (BKIIO9as CXOAHOE ITOJIOKEHHUE
BEPXHUX KOHEYHOCTEW), HO KIMHHYECKH OT-
JIMYAeTCsl  OTCYTCTBHEM TPHUTOHOIC(aINH,
CUHOIICUCA, BBICOKOW MHOIUU M IUKJIHYE-
CKOU pBOTHI. [Ipyrue 3aboieBaHus, UIMEIOIIUEC
HECKOJbKO 00mmx npusHakoB ¢ CbO, HO nu-
menHble ocanku CBbO, Bkitouarot curapom C,
cunapom lamm — [lena, cuaapom beitnopum-
’)ka — Poniepca u cunapom Kopuenuu ne Jlan-
re. @yukiuu reHa u Oenka ASXL1 onucanbt
HE TIOJIHOCTBIO, ¥ B HACTOSIIIEE BPEeMsI ITPOI0JI-
JKaeTCsl M3ydeHHe UX OCOOCHHOCTEH, TeHEeTH-
yeckux npuunH ChO [12, 13].

VYpoBeHb MJIaJICHYECKOW CMEPTHOCTH BbI-
COK. Y MaIMeHTOB, TICPEKUBIIINX MITAJICHUECTRO,
TPYAHOCTH C KOPMJICHHEM U PEIUIUBUPYIOIINE
WHQEKIUK CTAHOBSTCSI MEHEE CEpPhE3HBIMU.
YV NOXXWIIBIX MAIIMEHTOB MOTYT HAOMIONATHCS He-
KOTOpBIE IIeJIeHANPaBICHHbBIE IBIKEHUS KOHEY-
HOCTEH, OTHAKO B COCTOSTHUY TIOKOSI OHF BO3Bpa-
marores K moze CbO. YMCTBEHHAs OTCTANIOCTh
BapbHPYETCS OT TSHKEJION JI0 TITYOOKOM.

Ieab uccaenoBaHus — NPEACTABUTH K-
HUYECKHUI ciydail cunapoma bopunra — Omnu-
1a ¥ OIUCATh €TO KIMHUYECKUE 0COOCHHOCTH.

MartepuaJjibl 1 METOAbI UCCIETOBAHMUS

IIpencraBien kIMHUYECKUN caydald pe-
Oenka M., rocnuTanu3upoOBaHHOTO B IMajuIva-
TUBHOE OT/AeeHue ['0poiCKoi AeTCKOM KIMHU-
geckoit OompauIBI Ne 17 (IIKB Ne 17) VoI
bruto npoBeneHO U3yYeHUE METUIIMHCKOU
JOKYMEHTAlMU, OOIIEKIMHUYECKoe 00cieno-
BaHHUE, MPOAHAIU3UPOBAHBI PE3YNBTATHl J0-
MOJTHUTEIHHBIX UCCIeNOBaHMA. MaTh peOeHKa
moJircana J00poBoIbHOE HHMOPMHUPOBAHHOE
comracue Ha IyOIMKAITUIO PE3yabTaToB 00-
ClIeIoBaHus U JiedeHusi, pororpaduii pedeHka
B Hay4HO-TIPaKTHYECKOM JKypHaJe.

Pe3ynbTarhl necie10BaHus
U UX 00cy:K1eHne

Anamnes acusznu. Pedbenok ot 1 depemen-
HOCTH, 1 ponmoB. bepemMeHHOCTH MpoTeKanta
Ha (QOHE XPOHWUYCCKOW TUTAICHTAPHON He-
JIOCTATOYHOCTH, HAPYIIEHHWS MAaTOYHO-TIa-
LIEHTApHOTO KpOBOTOKa A cTemeHu, MHOTO-
BO/IMs, KOMIIEHCHPOBAHHOW THIOKCHHU IUIO-
na. Hocurens Bupyca renaruta B (HBsAg),
nepBuyHoe Oecrumonue 10 ner. bepemen-
HOCTBH METOJIOM JKCTPAKOPIOPAIBLHOTO OILIO-
JOTBOPEHUS C WHTPAIUTOIUIA3MaTHIeCKOI
uabekuen cuepmarozouna (DKO+UKCH).
Bpoxnennsiii mopok cepaua (BIIC) mnoaa:
Je(eKT MEeXOKEITyJOYKOBOH IEepEeropoaKH.
Ponbl mpu cpoke 39,2 Henenb B TOJIOBHOM
npennexanud. Macca Tena IpH pOXKICHUU
2850 1, poct 50 cM, OKpPY)XHOCTH TOJIOBBI
34 cm. Onenka o mkajie Anrap 7—8 6amios.
Cocrosinue pedeHka mocie poKICHHUS TshKe-
noe, oOyCJIOBICHO HapacTaHHEM JAbIXaTellb-
HBIX HAPYUICHUH, NEPEHECEHHON TMIOKCUEH.
K rpynn He NpUIOKEH MO TKECTH COCTOS-
Hus. [IpenBapurensusiii amaruno3. OCHOBHOM:
JlpIxaTenbHOe paccTpPOWCTBO HEYTOUHEHHOE.
HeixarensHas HepoctarouHocts (JH) 1 ct.
ConyrcTrByromuii: 3aaepkka BHYTPUYTpOO-
HOTO Ppa3BMUTHUS, BHYTPUYTPOOHAash THIOTPO-
¢us 1 cTeneHn, BpOXKICHHBIN TTOPOK CEpIa
(BIIC): medekT MexiKeTymouKOBOM Mepero-
poaku (yCTaHOBJIEH aHTEHATAJIBHO).

Anamnes sabonesanus. B miepBble 4achl
JKU3HH y peOeHKa HaOmoaaIocs pe3koe yxyu-
LIEHUE COCTOSIHUS, OOYCJIOBJICHHOE CHHAPO-
MOM JIbIXaTeJIbHBIX paccTpoicTB. B mepsbie
CYTKHM JKM3HU TIE€peBEJeH B OTAENEHHE pea-
HUMalUd M WHTEHCUBHON Tepanuu Pecmy-
OJMKAHCKOTO KIMHUYECKOTO MEPUHATAIBHOTO
ueHtpa. IlpoBeaeHo oOcnemoBaHue: aHanu3
KpOBH Ha rpymity u pesyc-paxrop — BIII Rh+;
KIIMHAYECKUA aHaJIN3 KPOBH, OMOXUMHUYIECKII
aHaJIM3 KPOBH, Koaryiorpamma, 00Imunii ananmu3
MOYH — B TpefiesiaX BO3pacTHOM HOPMBI;, aHa-
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13 kposu mMeronoM 1P Ha Bupyc mpocToro
repneca (BIII'), uutomeranosupyc (LIMB) —
oTpularensHo; aHanm3 kpoBu Ha TORCH-
nHpeknnto — ooHapyxkeHs! 1gG k [IMB, BIIT
1,2, kpacHyxe; YIbTPa3ByKOBOE HCCIIEI0Ba-
Hue (Y3M) romoBHOro Mo3ra — THIIOKCHYeE-
CKU-MIIEMUYECKOe TOpakeHHE IEeHTPaIbHOM
mepBHoi cuctembl (LITHC); Y3U OpromiHoit
MOJIOCTU, TUMYyCa — MAaTOJIOTHMHU HE BBISIBICHO;
3NEKTPOKAPANOrPaMMa — CUHYCOBasi TaXUKap-
must, YCC 171 yn/muH, dneKTpuYecKas OCh
cep/la OTKIIOHEHA BIIPaBO; 3XOKapauorpadus
(BXO-KI') — oTKpBITBIN apTepHaIbHBIA MpPO-
TOK; pEeHTreHorpadusi OpraHoB TPYAHOH KieT-
ku (OI'K) — menkoodaroBeie TeHH Ha (oOHE
CTYLIEHUS JIETOYHOTO PUCYHKA B AlMKaJIbHBIX
Y MEAMAIBHBIX OT/AeJax; OaKTepuaIbHBIN TO-
CeB TpaxeaJbHOTO aclupara, Kajla — MHKpO-
OpraHM3Mbl HE BbIAENeHbl. BpicTaBineH nua-
rHo3: BpoxeHHass NTHEBMOHHUS HEYTOYHEH-
Has, OCTpoe TedyeHue, Tsbkenas ¢opma. [IH
y HOBOpoOkIeHHBIX III crenenu. OciaoxHEHUS:
«MastoBeCHBII» AJIs T€CTallMOHHOIO BO3pacTa
UIOJ, 3aJIepXKKa BHYTPUYTPOOHOTO pPa3BUTHSI
Ioga MO THMOTPO(UUECKOMY THUILY JIETKOH
CTereHH TshkecTH. KoHTakT ¢ OOJIBHBIM U BO3-
MOXKHOCTb 3apakKCHUsI BUPYCHBIM T'EMaTUTOM
B. 'mnmokcuuecku-uireMudeckast SHIedanormna-
THs HoBOpoXAeHHOTO. BIIC: OTKpHITHINA apTe-
pHanIbHBIN IPOTOK. B oTeneHny MpoBoAMIIaCh
STHOTpPOIHAs, MaTOTeHeTHYecKasi, CUMITOMa-
TUYECKasl Teparusl.

Ha 7-e cyTku xu3HH peOEHOK TepeBeqeH
B OT/EJICHUE aHECTE3UOJIOIUU U peaHUMaluu
PecnyOnmkaHCcKOM — JETCKOW  KIIMHWYECKOH
OOJIBHUIIBI TI0 JIMHUW CaHABUAIIUU C BEIYIIH-
MU cuHapomamu: /IH 1mo cMemaHHOMy THILY,
HEBPOJIOTUYECKHE HapylIeHusi, MeTabomnye-
CKHUE HAPYIICHUS Y JOHOLICHHOTO HOBOPOXK-
JICHHOTO C Te€CTallMOHHBIM Bo3pacTtoMm 39 He-
nens Ha (poHe WHGEKITMOHHO-BOCIIAIATEITh-
Horo mpomecca. C §8-e mo 17-e CyTKH XHU3HH
HaxoJWJICs Ha ammnapare UCKYCCTBEHHOW BEH-
Ty sierkux (MBJI). YuuteiBas oTcyT-
CTBHE TOJIOKUTEILHONU TUHAMUKHU, COXpaHs-
romryrocst Tspkenyto JIH, mpoBenena O6ponxo-
CKOIIMSI, KOHCYJIbTalUsl OTOPUHOJAPUHIOIOrA.
BeicTaBiien guarHo3: BpoxkIeHHBI NOpOK
passurus (BIIP): nposnarnc memOpaHO3HOM Ya-
CTH TpaxeH, OPOHXOMAJISILMS CPEIHEI0TICBOTO
Oponxa cripaBa. PeOeHOK ocTaBieH Ha PHJIO-
TpaxeanpHOU TpyOke, Ha MBJI. B Bo3pacte
18 cyTOK, yUUTBIBas IIIUTEIFHOE HAXOKICHUE
Ha 1IBJI, HeCKOIBKO HEyJauHbIX MOIBITOK IKC-
TyOauuu, mo AaHHBIM OPOHXOCKONHHU — IPO-
Jarnc MeMOpaHO3HOM 4acTH Tpaxeu, OpOHXO-
MaJsIusl CpeHEN0NIeBOro OpoHXa CIpasa,
MPUHATO PELICHUEM KOHCUJIMYMa O HaJlOXKe-
HUM TpaxeocToMbl. IIpoBenena omnepauus —
HIDKHSISL TpaxeocTomus. B mocieonepannon-
HOM IepHoJie PeOCHOK HAXOJWJICS Ha arra-

pare UBJI uepes Tpaxeocromy. Habmonanocs
3aTpy/IHCHUE TJIOTAHUS, CPBITUBAHUS, PBOTA,
B CBSI3M C YeM OBLIT YCTAHOBIIEH Ha30TacTpallb-
HEIH 30H1. [IpoBeaeHo oOcnenoBanye: aHAIN3
kpoBu Ha HbsAg — oTp., aHanmn3 KpoBHU Ha aH-
TUTENa K BUpycCy renatura B — otp.; pentre-
Horpadust OI'K B mpsiMoii IpOEKLUU — MHEB-
Morarusi; KomibrTepHas Tomorpadus OI'K
¢ aHrHorpadueil — MaToJOTUU HE BBISABICHO;
NIeKTpo3HIEehagorpadus — THTHIHOHN dITHAK-
THBHOCTH ¥ TIATTEPHOB MPHUCTYTIOB HE 3apETH-
CTPUPOBAHO; MAarHUTHO-PE30OHAHCHAs TOMO-
rpadus FOJIOBHOTO MO3Ta: MPU3HAKH TUITOKCHU-
YECKU-UIIEMUYECKOTO MOPAXKEHHsI TOJIOBHOTO
Mo3ra, 1nepeOpasbHON HEe3peloCTH, TUCTEHe-
3Hs1 MO30JIUCTOTO TeJla, TUIIOTIIa3usl HIKHETO
YepBsl MOKEUKA C 3aMECTUTENHHBIM PaCIIH-
peHneM cyOapaXxHOMAAIBHBIX IPOCTPAHCTB
3aaneit yepennoit simku; DXO-KI': oTkpsiToe
oBasibHOE OKHO. KoHcynbranus oQTanbMoo-
ra: a"ruomnarus. KoHcynbramus HeBpoJjora:
TUTIOKCHYECKHU-UIIIEMIYECKOEe TOPAKEHHUE TO-
JIOBHOTO MO3Ta, CyJOPOXHBIA CHHAPOM, CHH-
JIpoM yrHeTeHHs. J{ucreHe3uss MO30JIUCTOTO
Teja, TUIOMIA3UsS MO3KeuKa. XPOMOCOMHOE
3a0osieBanne? PekoMeH10BaHa KOHCYJIBTAIIUS
reHeTnka. KOHCymbTamusi TEHETHWKa: BPOXK-
JIeHHas] ITHEBMOHUSI. MHOKECTBEHHBIE MaJIble
aHOMAaJMM pPa3BUTHSA. XPOMOCOMHas aHOMa-
nusi? PekoMeHI0BaHO: XpOMOCOMHBIM MUKPO-
MaTpUYHBIA aHaln3, MOBTOpPHAs KOHCYJbTa-
1us 1o pesyabraraM. CllaH aHallu3 Ha MOJIHOE
CEKBCHHPOBAHHE 3K30Ma B MeTUKO-TeHETH-
YeCKHid MEeHTp JabopaTopuu MOJEKYISPHOI
natojorun ['enomen r. MockBa (CpOK HCIIOJI-
HeHus — 10 90 pabounx gueit). B ornenennn
MpoBOIMJIach aHTHOAKTepHalibHas, HUH()Y3H-
OHHasl, TIOCUHIPOMHAs TEPAIIHSI.

Ha 27-e cytku xu3Hu peOCHOK TepeBe-
JIeH B OTJIeJICHWE TAaTOJOTHH HOBOPOXKIIEH-
HBIX ¥ HEJOHOUICHHBIX NE€TEH C JUArHO30M:
BpoxjieHHass THEBMOHHUS HEYTOYHCHHAs,
ocTpoe TeueHue, Tshkenas Gopma. BIIP: npo-
JIaric MEeMOPaHO3HOW YacTH Tpaxeu, OPOHXO-
MaJsilis CPeJHEA0JIeBOTO OpoHXa CIpasa.
I'mriokcnyecKu-uIIeMHIeckoe  TOopakeHue
TOJIOBHOTO MO3Ta, CYAOPOXKHBIH CHHIPOM,
CHHJpPOM YyrHeTeHus. Jlucrenesuss Mo307H-
croro Ttena. ['umomnaszus Moszxeuka. MHo-
JKECTBCHHBIC MaJible aHOMAaJUU pPa3BUTHSL.
XpomocoMHas aHomanus? OTKPBITOE OBaJb-
HOE OKHO. AHTHOTATHS COCYJOB CETYATKH.
Ocnoxnenne: JIH 2-3 cremenu. Oneparus:
HIOKHAA TpaxeocTtoMmus. PeGeHok mnpu3HaH
HY)KJIaIOIMMCSI B OKa3aHUU MaJJTHATUBHOMN
MEIUIMHCKON moMomu no rpynmne 4 permie-
HUEM BpaueOHOW KOMUCCHH.

B Bo3pacte 2 mecsameB m 5 mHel peOe-
HOK TIEPEBOJIUTCS I NANbHEUIIETO JICUeHUs
B OTJEJIEHUE JIETCKOM Na/NIMaTUBHON MOMOLIU
¢ auarnozoMm: OcHOBHOU: OpraHuyeckoe mo-
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paxenne LTHC, nceBnoOynbp0apHbIi CHHIPOM,
CIIACTUYECKUN TeTparnapes, CyJOPOKHbII CUH-
npoMm. Ocnoxuenue: /IH 2-3 crenenu. Conyt-
CTByIOIIHIT: XpoMOCOMHOE 3a00/IeBaHUE, CHH-
npom Kopuenuu ne Jlanre? Jlucrenesust mMo-
3oaucToro Tena. ['mnonnasust Mozxeuka. ['u-
MOKCHYecKUu-uiemuueckoe nopaxenue [HHC.
Onepanusi: Huxusst tpaxeoctomust. st nanb-
HEWILIEero JieYeHUs MEepPEeBOAUTCA Ha CTalu-
OHapHyI0 naminatuBHyr Koky B IJIKB Ne
17 mo 30HE OTBETCTBEHHOCTH HA OCHOBAHHUH
npuka3za Mun3apaBa PecnyOnmukm barkop-
toctad oT 17.05.2023 Ne 963-A «O BpemeH-
HOM MapmIpyTH3allMd AETCKOTO HaceJeHUs
IpU OKa3aHUU MCI[I/IHI/IHCKOI‘/'I MOMOIIIH 110 Ipo-
(w0 “mamTMaTuBHAS MEIWIIMHCKAS TTOMOIIH
JIETCKOMY HACEJCHHIO” B MEAMIIMHCKUX Opra-
gusanusaxy Ha 2023-2024 rr

Pebenox nocmynaem 6 nainuamugnoe
omoenenue I J[KE Ne 17 6 6o3pacme
3 mecayes u 18 onet

JKanodwl npu nocmynienuu: Ha Hapyliie-
HUE CO3HAHUS, JbIXaHUs, [JIOTAHUsI, COCAHUS,
BBIHYKJICHHYIO TI03y, OTpPaHHYCHHE TPOU3-
BOJIbHBIX JIBM)KCHUH, BLICOKUH MBIIIICUHBIN TO-
HYC KOHEYHOCTEH, CYIOPOrH.

Obvexmusno: T —37,7°C, Ul — 42 B MuH;
SpO, 97 %; UCC 145 B munyty, AJl 85/45 mm
pT. cT. CocTosiHUE pedeHKa TshKENoe, CTa0UIIb-
Hoe. TspKecTh cocTosiHUSL 00YCIIOBJICHA HEBPO-
JIOTUYECKUM JIe(PUIINTOM, ABIXaTeILHOW HEI0-
CTaTOYHOCTHI0. KOoJKHBIE TTOKPOBHI OJ1eTHO-PO-
30BBI€, TETIJIBIE HA OIIYTIb, TYPTOP MATKUX TKa-
Hel coxpaneH. [10KoKHO-KUPOBast KJIeTUuaTKa
pa3BUTa YIOBIETBOPUTEIHHO, paclpeieicHa
paBHOMEpPHO. OTEKOB HET.

3aK/II0YeHHE 110 pe3yiibTaTaM UCCIICAOBaAHU IIHK MCTOAOM KIIMHUYCCKOTO CCKBCHUPOBAHUA
(HOJ'IHO@ CCKBCHHUPOBAHUC 3K30Ma)

Bapwuanr gh38 3UTOTHOCTH I'en

TpanckpunT

['my6una

AK 3amena
TIPOYTCHUS

KITHK

HpI/ISHaKI/I IMAaTOr€HHOCTHU B KOMMEHTapUN

Curgpom

1. BapuaHnTtsl, siBjIsII01Mecs: HauboJiee BepOSTHON NPUYMHOI 3a001eBaHus

PerneBaHTHBIX IPU3HAKOB HE OOHAPYKEHO

2. Bapl/laHTLl, HMermye OAMH WM HECKOJIbKO 3HAYMMbBIX ITPU3HAKOB IMATOICHHOCTH

PernieBaHTHBIX BApHAHTOB HE OOHAPYKEHO

3. BapHaHTbl C HEM3BECTHBIM KJIMHUYE€CKHUM 3HAYCHHUEM.

chr14:77027129C>G -
TOTHBIIi

Tereposu- | 1o b BPL| ENST00000238647

¢.664G>C | p.Ala222Pro 29

Hpumalcu namozeHnocmu eapuanma:

/Ipyzas unghopmayusn:

Omcymcmeyem 6 nonynsiyuonnvix b/l (EXAC, GNOMAD, GENOMED,).

Heckonvko KOMNbIOMEPHBIX AIcOPUIMMOE npe()cmwblemom HenanocenHHocmas

chr14:77027734G>A

TOTHBIH

Tereposu- | o o) BPL | ENST00000238647

¢.59C>T |p.Pro20Leu 44

Hpuznaku namozeHHocmu eapuanma:

/Ipyeas ungpopmayusn:

Omcymcmesyem 6 nonynayuonnvix /] (EXAC, GNOMAD, GENOMED,).

Heckonvko KOMNbIOMEPHBLX dlcOPUMMO8 npec)cm%zsaiom HenanocerHHocmas

3(160./188("-[”}1, accouuupoeanHsle ¢ 2eHom:

(618088), AD

Neurodevelopmental disorder with regression, abnormal movements, loss of speech, and seizures

PexomenyeTcst conocTtaiieHre (DEHOTHIIA MalleHTa ¢ (PEHOTHIIOM 3a00JIEBAHMI, ACCOIMMPOBAHHBIX C I'e-
HOM, 1 00CJISIOBAHNE POUTEIIECH ISl yCTAHOBJICHHUS IPOUCXOMKICHHS BapHaHTa (de novo/HaclieyeMblii)

chr20:32433370G>GT | TeTepO3-

. ISXL1
TOTHBIIH

ENST00000375687 | c.1182dupT

p-le395fs 170

Tlpusnaxku namozennocmu eapuanma:
Tpusodum x cosuey pamru CuumoiEanusL.

Omcymcemsyem 6 nonynayuonnvix bJ/[ (EXAC, GNOMAD, GENOMED)

3abonesanus, accouuuposannvie ¢ 2eHom:
Bohring — Opitz syndrome (605039), AD

Pexomenyercst corocTaBnenue (PeHOTUIIA MAaIMeHTa ¢ EHOTHIIOM 3a00JIeBaHMI, ACCOIMMPOBAHHBIX
C TEHOM, 1 00CIIeJIOBAHIE POIUTENCH [T YCTAHOBIICHHMS MTPOMCXOXKICHIUS BapHaHTa (de novo/HacneyeMblii)
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MHOXECTBEHHBIE CTUTMBI JTU33MOpHOre-
He3a: TOHKHE JJIMHHBIC 3arHyTble PECHHUIBI,
HU3Kasl JJMHUS POCTa BOJIOC, TUIIEPTEIOPU3M,
MaJICHBKUIM HOC, IIMPOKas NEPeHOCHIa, KO-
pOTKasl y3[euka s3blKa, IOTHYEecKoe He0o,
(dopma mombOOpOKa — MHUKPOTHATHUS, KOPOT-
Kasl 11es1, T71a3a He 3aKphIBaeT ¢ 00EHX CTOPOH,
runeprpuxo3. Habmromaercss mepuogmueckas
THIIEPTEpMUsI LIEHTPAJIbHOTO TeHe3a a0 (e-
OpmibHBIX 1HdDP. JpIXaHHEe caMOCTOSTENEHOE
4yepe3 TPaxeoCTOMY, IPOBOJUTCS IOCTOSHHAs
JIOTaINKsl KUCIOPOAa CO CKOPOCTBIO 1 JI/MHH.
[lpu caHaumum uepe3 TpaxeocToMy OTHeIsIe-
MO€ M3 TPaxeoOpOHXHAJILHOTO JepeBa CIlu-
3UCTOE, B YMEPEHHOM KonmuecTBe. [pynHas
KJIETKa: LMIMHAPUYECKOH (OpMbI, CHUMMe-
TPUYHAs, 3JACTUYHOCTD YJIOBIETBOPUTEIIbHAS,
npu najgbnanuu Oe30one3HeHHas. [lpu mep-
KyCCUU TPYAHOW KIETKH — 3BYK SICHBIW Jie-
TOYHBIH. AYCKYJIbTaTUBHO B JIETKUX JIbIXaHUE
KECTKOE, XPUIIbl IPOBOIHBIC, CHMMETPHYHbIC
¢ obenx cTopoH. ['eMonmHaMuKa cTaOWIbHAS.
Taxuxapaust Opu rUnepTepMUM, PUTM CHHY-
COBbIM TIPaBUJIbHBIA, HOPMOCHUCTOJIUS, TOHBI
MPUDTYIIEHBI, BBICTYIINBACTCS CHUCTOJOAMA-
CTOJIMYECKUH HIyM C SIUIEHTPOM BO BTOPOM
MexpeOepre creBa oT rpyaussl. [lynbc Ha a.
radialis — pUTMHYHBINA, HATIOTHEHUE YHIOBJIET-
BOpUTENIbHOE. MUKPOLMPKYIALMS — YIOBJIET-
BOpUTEIbHAS, BPEMsI HAIIOJIHEHHUS KalMJLISIPOB
Ha rpynuHe — 3,0 ¢, BpeMsl HaroJITHEeHUs! KaIliJl-
JSIPOB HAa KOHEYHOCTIX — 3,0 c. SI3bIK Biax-
Helid. Kopmiienne no HazoracTpaiabHOMY 30H-

Iy, ycBauBaeT B mosHoM oObeme. [laronoru-
YECKOI'0 OT/EISIEMOro U3 Key/ka HeT. JKUBOT
MIPH TAJBMAIMA MSATKHHA, TOCTYIEH TITyOOKOH
MaBITalliH, TTEPUCTAIFTHKA BBICITYIINBACTCS.
Ileuens BBICTymaeT W3-TOA Kpas peOepHOM
nyru Ha 1 cM. Cene3eHka HE MATBIIUPYETCS.
CTyn caMOCTOSTENbHBIM KalIuLeoOpa3HbIH,
JKENTOro 1BeTa. Mouencnyckanue cBoOOTHOE,
MOYa CBETIIO-JKEINTasl.

Heeponoeuueckuii cmamyc: co3HaHHE C
anajyIMYeCKUMU ~ HapyllIeHUsIMU.  bosbInon
POHUYOK IPAaKTHYSCKUA 3aKpbIT. [lo3a BbI-
HYXKJCHHAs, C MPUBEICHUEM K TYJIOBUILY U
crubaHueM pyk, pasrubanueM Hor. Tyrormon-
BIDKHOCTh BCEX KpYIHBIX CycTaBoB. Yeper-
HO-MO3TOBBIE HEPBBHI: Ta3Hble menn D=S,
3padku Cy)KeHBI, poTopeaxius cpenuss. B3op
HEe (QUKCUPYET, TIePHOIMYECKU TIa3HbIe 50710~
KM IUIaBaIOT, pacxojsiieecs kocornasue. He
IJIOTaeT, ICceBAOOYIbOapHbIE  HAPYLICHHMS.
CrnalbIii cocaTenpHBI aBTOMAaTU3M. Tpaxeo-
KaHyJs1p. TOHYC MBILII] KOHEUHOCTEN BBICOKHUI
C IMCTOHUYECKHM KoMIoHeHToM, D = S. Cuna
MbImI koneuHocTer 0—1 6amn. CyxoxuiIbHbIC
pednexcsl noBeimensl, D = S. Pednexc ba-
OMHCKOTO TIOJIOKUTENBHBI C 00EUX CTOPOH.
CrioHTaHHas JBHUTATEIbHASI aKTUBHOCTH PE3KO
OTpaHHWYeHa, MPH MAHUITYJSAIFSIX 3alUTHBIE
aBTOMATHU3Mbl. MEHWHTeaNbHBIX 3HAKOB HET.
TonoBy He nepxut. B otneneHnyn pedeHKy oka-
3BIBACTCS MAJUTMATUBHAS TOMOIIIb.

B Bo3pacte 4 MecsLEeB MOTYUYECHBI PE3yilb-
TaThl TEHETUYECKOTO MCCIIeIOBaHUSA (Ta0IHIIA).

Puc. 1. Xapakmepnoie kiunuueckue nposeienus y peverka ¢ ChO
(eunepmpuxos, sunepmenopusm, WUPOKAs NepeHoCuyd, MUKpOSHAmMus1)
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Puc. 2. XapakxmepHoe nonooscenue 8epXHux u HUXCHUX koneynocmetl y pebenxa c CbO
(urcuposannoe ceubanue 10Kkmsi, 08YCMOPOHHSISI KOHMPAKMYPA CCUOAHUS 3ansiCmbsl,
KOHMPAKNYpa NACMHO-Qaian2068020 ¢ycmasa 60ibuo2o naibyd, 2UNePmoHUsE HUNCHUX KOHEYHOCTell)

Puc. 3. Xapakxmepnvie knunuueckue
nposienenus y peoenxa ¢ CHO
(HU3KO nocadceHHble, NOBEPHYMbLEe K3A0U Yulll)

VYuuteiBasi XapakTepHble KIMHUYECKHE
IPOSIBJICHUS: 3allepXKKa Pa3BUTHS HEPBHOM
cUCTeMbl (O4YEHb YacTble KIMHUYECKHE IIPO-
SIBIICHUS); 3aJIepKKa BHYTPUYTPOOHOTO Pa3BH-
THsl, ar€HEe3UsI MO30JIUCTOrO Tella, TUIIOILIA3Us
MO3KeUKa, KOHTPAKTYPbl KOHEYHOCTEH: (HUK-
CHUpPOBaHHOE CruOaHue JIOKTS, ABYCTOPOHHSS
KOHTpPAKTypa cruOaHMs 3aIsiCThs, KOHTPAKTY-
pa 1s1cTHO-(aJIaHrOBOTO CycTaBa, TUIEPTOHNUS
HWKHHUX KOHEYHOCTeH (puc. 2), IOIHbBIE IIEKH,
runeptpuxo3 (puc. 1), HecnocoOHOCThH XOHTH,

PEIMINBUPYIOIINE pECIUpaTopHble HH(pEK-
IIUH, TPYAHOCTH C KOPMJICHHEM, PEIHINBUPY-
foIas pBOTa (YacThle KIMHUYECKUE MPOSIBIIC-
HUs); TUIIEPTETIOPU3M, IIUPOKAsI TIEPEHOCHUIIA,
MUKPOTHATHs, HU3KO MOCAKCHHBIC, TIOBEPHY-
TeIe K3aau ym (puc. 1, 3), cymoporu (pexn-
KHe KJIMHUYECKUE TPOSBIICHUS) U PE3yIIBTaThI
nccnenaoBanns JJHK MeTomomM KIMHHMYECKOTO
CEKBEHUPOBAHUS, BHICTABIICH OKOHYATEIHHBII
KIIMHUYECKHI JTUarHo3: TeHeTHYeCKoe 3a0oJie-
BaHue, cuHAPoM bopunra — Onuna.

3akiaouenue

Takum o6pasom, cunapom bopunra —
Onnua npexacraBiasieT coOOH TsDKEJIOE TeHe-
THYecKkoe 3abomeBanue. Berpewaercs kpaiiHe
PEIKO U BO3HMKAET BCIIEACTBUE ICHETUUECKOI
MyTanuu de novo. OCHOBHBIMU KIMHUYECKU-
MU MPOSIBICHUSMH SIBJISIFOTCS MHOXKECTBEHHBIC
BPOXKJCHHBIC aHOMAJIMU WU TIOPOKH Pa3BUTHS,
XapakTepHasi (opMma JIMLA, KOHTPAKTYPBl KO-
HeuHocreii (mo3a ChO), runeprpuxos. B mpe-
CTaBJIEHHOM KJIMHMYECKOM Cilydae IOapOoOHO
ONMCAHbI KIMHUYECKHE MPOSIBICHUS U TOCIIe-
JIOBaTeJIbHOCTD TMAarHOCTUKH y peOeHKa ¢ CHH-
npomoMm bopunra — Onuua. Kiaunuueckuit
cilydail IpencTaBisieT LEHHOCTh JUISl TPaKTU-
YECKUX Bpadel, Tak Kak IIPU yCTAaHOBKE AHa-
THO3a Bpad CTaJIKUBACTCS C IPOOIeMOit peaKoi
BCTPEUAEMOCTH 3a00JIeBaHUsI, BBIPAKCHHOM
CTETNEHbIO OIPAaHUYEHUS KU3HEAEATEIbHOCTH
Y BBICOKMM YPOBHEM MJIaJICHUECKOH CMEpTHO-
CTH TaKUX HalUCHTOB.
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