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Cunnpom AnrelbMaHa — pelKoe HeiiporeHeTH4ecKoe 3a00/ieBaHUE, BbI3BAHHOE MOTepeil ()YHKIMH MATEPUHCKOTO AJUIeNis reHa
UBE3A B xpomocome 15 (yuactok 15q11.2—q13). Cunapom xapakrepusyercsi TSXKeJIOi YMCTBEHHOIH OTCTAJOCTbIO, OTCYTCTBHEM
peun, 3HMJ16HCM6]7], Mm(poue(bajmeﬁ, 0CO0EHHOCTAMH JIMIIEBOT'O cbeﬂonma N YHUKQJIbHBIM NMOBE€JACHHEM B BHIE 4YaCTOro cMexa.
Coyeranue Mukpouedammu, SMUIeNCun, OTCYTCTBHS PEYH U YMCTBEHHOM OTCTAJIOCTH NMpeACTaBiseT npoosemy i aAuddepeHim-
AJIbHOM JTUATHOCTUKHM C MHOTMMH I'eHeTHYEeCKUMM 3aﬁOJ’leBaHl/lﬂMl/l, NPOABJIAIOIIUMUCH AHAJIOTMYHOM CMMHTOMaTl/lKOﬂ, U3 HUX Hau-
OO0JIBIINM CXOACTBOM 00JAJAIOT SMUIeNnTHYecKas dHuedanonaTus, odycaosieHHas myranueii reia CDKLS5, v cunapom Perra.
OTIMYNTEbHON YepTOoil CMHAPOMA AHreJibMaHa SIBISIOTCA MPUCTYNbI cMeXa M crenu(uyecKue U3MeHEHHsl JIEeKTPo3HIedaso-
rpamMMmbl. M1 npeacrabjsieM TaﬁJ’Il/[[Iy Ill/l(l)(bepe]-ll[](laJILHOI‘O JAUArHo3a CUHapomMa AHrejibMaHa ¢ HEKOTOPbIMU (bel-[OT 'UIUYECKH CXO01-
HbIMHM F€HETHYE€CKMMHU CHHIAPOMAMH C YKA3aHHEM HanOoJIee 3HAYMMBIX OTIHYHTEIbHBIX NPU3HAKOB, 4YTO I0/KHO 00JIer4uTh neau-
aTpy U HEBPOJIOTY NYTh YCTAHOBJIEHUS NPABUJILHOIO IMArHO3A.

Karouesvie caosa: demu, cunopom Aneeavmana, cundpom Pemma, snusenmuueckas snyepanronamus, een UBE3A, een CDKLS, 2en MECP2.

Ana untuposanns: lopuxaHosa 3.K., Hukonaesa E.A., luBoBaposa A.M., bo4eHkos C.B., benoycosa E./[l. CnoxHocTy anpdepeHumnansHoi
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Angelman syndrome is a rare neurogenetic disease caused by the loss of the function of the maternal allele of the UBE3A4 gene on
chromosome 15 (site 15q11.2—q13) and is characterized by severe mental retardation, lack of speech, epilepsy, microcephaly and
a characteristic facial phenotype with a unique behavior in the form of frequent laughter. The combination of microcephaly, epilepsy,
speechlessness and mental retardation poses a problem for differential diagnosis with many genetic diseases presenting with similar
symptoms. Epileptic encephalopathy due to CDKLS5 gene mutation and Rett syndrome have the greatest similarity. The hallmark
of Angelman syndrome are laughter attacks and specific EEG changes. The authors have presented a table of the differential diagnosis
of Angelman syndrome with some phenotypically similar genetic syndromes, indicating the most significant distinguishing features,
which should facilitate for the pediatrician and neurologist the diagnostic path of establishing the correct diagnosis.
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CI/[HI[DOM Anrenpmana (MKB 10 — Q93.5; OMIM:
#105830) — penkoe HeliporeHeTUYecKoe 3adoJie-
BaHUeE, BBI3BAaHHOE TOTepell (PYHKLIMU MaTepUHCKOTO
aytenst reHa UBE3A B xpomocome 15 (yyactok 15q11.2—
ql3) [1]. Yacrora maronoruu cocTamisier | ciaydai
Ha 12 000—20 000 >xuBBIX HOBOPOXKACHHBIX. THIT Hace-
JIOBAaHUST MOHOTEHHOM (POPMBI — ayTOCOMHO-TOMUHAHT-
HbIIM. B GONBIIMHCTBE POAOCTOBHBIX CHHAPOM AHTETb-
MaHa pEerucTpUpyeTcss KaK CIOpagudecKuil ciydaid,
B pe3yibTate de novo BO3HUKIIMX T€HETUYECKUX M3Me-

HEHWIA, TOJIBLKO TPUMEPHO B 3—5% ciydaeB 3a00jieBaHNe
yHacienoBaHo. M3BecTHBI 4 TUIIa T€HETHMYECKUX Hapy-
IIEHWH, BBI3BIBAIOIINX CUHIPOM AHTeJIbMaHa: Ieeius
B Jokyce 15ql1—ql3 (pasmep 5—7 Mb) MarepuHCKO
Kornuu xpoMocoMbl 15 (70—80% Bcex ciydaeB); MyTalus
MaTepUHCKOM KOMHWU TeHa YOMKBUTHUHITPOTEWHIIUTA3bI
UBE3A (11% cny4aeB); yHUTIapeHTaJIbHasi, WU OIXHO-
POIUTENIbCKAsI, JUCOMUS TI0 OTLIOBCKOM JIMHUU C TOTe-
peil MaTepUHCKOTO JIOKyca — 00e KOIMMU XPOMOCOMBI
15 MMelT OTLOBCKOE TPOMCXOXAECHUE M oba ajuress
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reHa UBE3A neaktuBHbI (5—7% ciydaeB); neeKT LIeH-
Tpa UMIIPUHTUHTA, JOKAJIM30BAaHHOTO Ha Xpomocome 15
(3%). Y 10% mauneHTOB reHeTUIEeCKUi neeKT He yha-
eTCsT UACHTU(PULINPOBATD.

KnuHnyeckune kputepum yctaHoBneHUsa amarHosa
cuHppoma AHrenbmaHa

3abosieBaHUEe XapaKTepU3yeTcsl HapylIeHUEM KOr-
HUTUBHOTO W pEUYEeBOTO Pa3BUTUS, OCOOCHHOCTSIMU
MOBEACHUSI B BUIIE YACTOTO CMe€Xa W JIBUTATEJbHBIMU
paccrpoiictBamu. C.A. Williams u coaBt. [2] B 1995 1.
BMEPBbIE  pa3paboTaiu  MEXIyHAPOAHbIE  KpPUTeE-
pUU AWMArHOCTUKU CUHIpOMa AHTeJbMaHa, KOTOpPBIE
B 2005 1. ObBLIM MepecMOTpeHbl. BbiaeneHbl KIMHU-
yecKue MPU3HAKM, BCTpeYalomuecss y BceX OOTbHBIX
JeTeil: TsKeaoe HapylleHne KOTHUTUBHOTO (YMCTBEH-
HOTO) pa3BUTHUS, ABUTATEJbHBIE PACCTPOICTBA B BHUIE
HapyluleHUs JABWKEHMSI WJIM paBHOBECHs, aTakK-
CUU W/WJIM TpeMOpa KOHEYHOCTEeH, pe3KUX, OTPLIBU-
CTBIX ABUKeHMH (jerky movements); yHMKaJbHOE ITOBE-
NIeHUe — YacThIil cMeX/yJabIOKM (puc. 1), TOBBIIIIEHHAS
BO30YIMMOCTb, TUIMEPAKTUBHOCTh, CTEPEOTUITHBIC
JIBUXEHUS PYK; HapylleHUEe Pedr C TOJHBIM OTCYT-
CTBUEM pEYM WJIM MHUHUMAJIbHBIM MCITOJb30BaHUEM
CJIOB. Y OOJIBIIMHCTBA MAllMEHTOB HAaOJI0Ial0TCS TTOCT-
HaTaJbHasT MUKpolLedhalns W SMWIETITUYeCKUe TMpu-
CTYMbI, OOBIYHO HAaYMHAIOIIMECS B BO3pacTe IO 3 JIeT.
Ha snexrposnuedanorpamme (D3I) mpu atom omnpe-
JENSTIOTCS BHICOKOAMIUTUTYIHBIE BCTBIIIKA MeIIeH-
HBIX BOJIH 3a3yOpeHHOTo/pacllerJIeHHOTOo XapakTepa
(notched delta), koTopble uyalle perUCTPUPYIOTCS
B 3aTbUIOYHBIX oTnenax [3, 4]. Pexxe y OONbHBIX neTeit
OTMEUAaOT HEKOTOphble (EeHOTUITUUECKUEe OCOOEHHO-
CTH — TUIOCKMI 3aTBUIOK, IIMPOKUI pOT, IIUPOKHUE
MeX3yOHbIe MMPOMEXYTKH, MTPOTHATHIO, BHICOBBIBAHUE
S3bIKa, CTPaOM3M, TUITOTTUTMEHTAINIO KOXU. Bo MHO-
TMX CJydasix HaOJIalTCs TUIepcaJuBalius, pac-
CTpPONCTBA CHa, HapylIeHWs MOXOAKM (C ITUPOKON
OITOPO, MPUITOAHATHIMU TIJIEYaMU W TTOJYCOTHYTBIMU
B JIOKTEBBIX CyCTaBaxX pyKaMu) U Ap.

AnropuTMm reHeTU4eCKo ANarHoCTUKMU

PebeHKy ¢ KITMHUYECKUMU TIPOSIBJICHUSIMUA CUHIPOMa
AHTeTbMaHa TIPOBOJSAT TeHETHYecKoe oOcIeIoBaHMeE.
JIMarHoCTUYECKUIT TTOMCK HAYMHAIOT C aHAJIM3a METHITH-
poBanug JIHK B o6macti 15q11—q13 xpomocomsnr 15 [5].
OTCyTCTBUE METHJIMPOBAHHOTO MATEPUHCKOTO aJlIest
MpU  HAJIUYUM HEMETUJIMPOBAHHOTO aJlieNisl  OTIOB-
CKOTO TIPOUCXOXIEHMSI CBUICTEILCTBYET O CUHIPOME
AnrenbpMana. JIJis yTOYHEHUST TeHETUYECKOTO BapuaHTa
3a00JIeBaHUsI CIIEAYeT TTPOBECTU XPOMOCOMHBI MHKPO-
MAaTPUYHBII aHaAJW3, YTO TO3BOJIUT ONPEICIUTh JIejie-
uto pernoHa 15ql11.2 wium QUCOMUIO OTIIOBCKOTO TIPO-
ncxoxnenusi. HopMaabHBI TIpOGUIb METHIMPOBAHUS
He UCKIIIoYaeT AMArHo3 CHMHApoMa AHTeJlbMaHa, a Tpe-
oyer aHanuza reHa UBE3A myteM ero ceKBEHMPOBAHMUSI
WJTV TIOJTHOTO CEKBEHUPOBAHUST 9K30Ma,/TeHOMA.

B MOMOLLIb TPAKTUHYECKOMY BPAYY

AunddepeHumnanbHaa agmarHocTuka

V nereii mepBOro roua XXU3HU CUHIPOM AHTeIbMaHa
XapakTepu3yeTcs — HecneIM(PUIeCKUMU  MpU3HAKaMMU:
MpobieMbl ¢ KOpMJICHWEM, HU3Kas MpubaBKa B Macce,
MBIIIeYHasT TUTIOTOHUS, 3alepskKKa MOTOPHOTO Pa3BUTHS
(K 6 Mec), SIUIIENITUIECKUE TMPUCTYITBI (MOTYT Je0I0TH-
poBath 10 1 roga). CBoeoOpa3Hbie YepThl JIUlIA U CTIeHU-
(uyeckast xompba ¢ COTHYTBIMU pyKaMH (DOPMUPYIOTCS
TOJIBKO K 2—3 ToIaM ¥ TOT/IA XK€ CTAHOBSATCS OUEBUAHBIMU
0COOEHHOCTH TIOBEICHUST B BUIE YacToro cMmexa. OIBIT
MOKa3bIBaeT, YTO B paHHEM BO3pacTe NETU C CUHIPO-
MOM AHTeJIbMaHa HaOJIIOMAloTCs ¢ TaKUMU AUArHO3aMU,
Kak 3a7epkKa TICUXOMOTOPHOTO Pa3BUTHSI, SHIIe(arona-
THSI HESICHOTO TeHe3a, aTOHMYeCKHM-acTaThieckast (popma
JIeTCKOro IiepebpanbHoro mapainmya. Ha D3I B artor
MepPUOI YacTo perucrpupyercss auddy3Has BbICOKOAM-
IUTUTYIHAS MeUTEHHO-BOJTHOBAsI aKTUBHOCTD TeTa-Ie/TbTa
Jara3oHa ¢ (OPMUPOBAHMEM XapaKTEPHOTO TSI CHUH-
npoma AHrenbmaHa notched delta marrepHa (puc. 2),
YTO TIO3BOJISIET MPEITTOJIOXKUTD YKa3aHHOE 3a00JIeBaHKeE.

KiauHnueckue TpOSIBIEHUS, CXOTHBIE C TaKOBBIMU
cuHApoMa AHTeTbMaHa, OTMEUAlOTCsT TIPU HaClIeICTBEH-
HBIX OOJIE3HSIX OOMeHa, MWTOXOHIPHWAIBHBIX 3a00Jie-
BaHUSX, XPOMOCOMHBIX aHOMAJIMSIX W MHOTHUX IPYTHUX
3a00JieBaHUSIX HEpBHOM cucTeMbl. OOBIYHO B TPAKTHUKE
reavaTpa U HeBpOJora y MalMeHTOB ¢ 3aepKKOM MCu-
XOMOTOPHOTO Pa3BUTUS TUATHOCTUYECKUI TTIOUCK HAYM-
HalOT C OMpeAelieHUs] YPOBHS aMUHOKUCIOT WM alluj-
KapHUTUHOB B KPOBM, OpPTaHMYECKUX KHUCJIOT B MoOYe,
OUOXMMMUYECKOTO aHaIM3a KPOBU U MOUHM, UCCIICTOBAHUS
KHUCJIOTHO-IIEJIOYHOTO COCTOSIHUSI, OTIPEIEJICHUST YPOBHSI
JlakTaTa B KpoBU. HopmanbHble pe3yabTaThl yKa3aH-
HBIX JJAOOPATOPHBIX TECTOB TMO3BOJISIOT UCKITIOYUTD PSIJI
HacJle/ICTBEHHBIX 3aboJieBaHUII OOMeHa BelllecTB. TeM
He MeHee BO3HUKAaeT HacylIHasi He0OX0AuMOCTb audde-
PEHIIMATBHOM TMATHOCTUKY C PSIOM FeHETUIECKMX CHH-
JIPOMOB, UMEIOIINX HAaNOOJIbIee KITMHUUECKOE CXOIACTBO

Puc. 1. YHUKAIIbHOE TIOBEJAEHNE — YACTHI cMeX/yJIbIOKa y Je-
BOYKH 4 JIeT ¢ cHHApoMOM AHresibMaHa. (Paspemenue poaure-
Jiei oJTy4eHo)

Fig. 1. Behavioral uniqueness: frequent laughter/smiling
in a 4 year old girl with Angelman syndrome.
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Topuxarosa 3.K. u coaem. CinoxHoctu auddepeHInanbHOM IMarHocTKY CUHApoMa AHre/IbMaHa

Puc. 2. Notched delta maTTepH B 3aIHHX 0T/€JIaX rOJOBHOTO MO3Ta Y MAJBYMKA 5 JIeT C CHHIPOMOM
AHresibMaHa (OMNOJISAPHBINA MOHTaXK, (hoHOBass DOT).
Fig. 2. Notched delta pattern in the posterior parts of the brain in a 5 year old boy with Angelman

syndrome (bipolar mounting, background EEG).

C CUHAPOMOM AHTe/bMaHa. YKa3aHHbIe CUHAPOMbBI U UX
OTJINYUTENIbHBIE TPU3HAKU OT CUHApPOMa AHrejibMaHa
npejcTaBieHbl B Tabauiie. [1o HalemMy MHEHUIO, TIEPBOE
MECTO B MepeyHe HACIEICTBEHHBIX CUHIPOMOB ISl M-
(epeHIMaTBHOTrO AMArHo3a JAOKHO ObITh OTIAHO DIU-
JIETITUYECKO sHUEedanonatuu, o0yCcIOBIEHHONW MyTa-
nuei reHa CDKL5, u cunnpomy Perra.

Pannsst anunentudeckasi sHuedagonatus  2-ro
ThMna, oOycioBieHHass MytauusiMu B reHe CDKLS, —
penkoe HelporeHeTuueckoe 3a0oJieBaHUE, BbI3BAHHOE
myTauueir B reHe CDKL5 (Xp22) w Haciemyroleecs
X-CILIETUIEHHO JOMMHAHTHO (4alie OOJIEIOT JMla XeH-
ckoro mronna). Yacrora: 1 ciryyaii Ha 40 000—60 000 KMBBIX
HOBOPOXJECHHbIX. JIOKAnM30BaHHbIE Ha XPOMOCOME
X ren Cyclin-Dependent Kinase-Like 5 (CDKLS5) xonu-
pyeT CepUHTPEOHMHKWHA3y, KOTOpasi B BBICOKOM cTe-
TIEHN dKCIIPECCUpPYeTCcsT B pa3BUBaroIieMcs mosre [6, 7].
B HacTtosiiee Bpemsi ornpejieseH CHeKTp KIMHUYECKUX
CUMNTOMOB Y MAallMEHTOB ¢ MyTalveit B reHe CDKLS5:

— paHHee HayajJo SMNUIENTUYECKUX TPUCTYIIOB
B TICPBBIC YaChl/HEICTN/MECSIIbI XKU3HU;

— BBIpaXeHHas 3allepKKa MCUXOMOTOPHOTO pa3BU-
TUSI, OTCYTCTBUE peuu, MUKpoliedatusi;

— muddy3Has TMIOTOHUS MBIIILL

— HapyllleHus cHa (TPYIHOCTHU 3achiMaHusl, MPoOyxK-
NIEHUS B CepeIMHE HOUN);

— ayTUCTUYECKUE 4YepThbl, OTCYTCTBUE 3PUTEJIBLHOTO
KOHTaKTa, CTePEOTUITHBIE IBUXKEHUS PYK (puUc. 3);

— MaJIeHbKWe KUCTHU U CTOITHI.

Kpome Toro, Habmonmarorcst Keayao4HO-KUIIEYHbIe
HapyuieHus (3amop, aucdarusi, ractpoazodareaibHbIi
peditokc), cKomo3, BhIpaXKeHHBIE MPOOJIEMbl C KOpMIIe-
HMEM — 4yacTble aCMMpPaLnH, IJI0Xasi MpubaBKa Macchl Tefa,
B psijie CJIydyaeB NMPUXOIUTCS YCTAHABIMBATH TaCTPOCTOMY.
ONuUJIeNcusl UMEeeT paHHee Havyaao U Pe3UCTeHTHA K IMpo-

TUBOCYIOPOXHOI Teparnuu. XapaKTepHbIi TUIT MPUCTYTIOB:
TOHUYECKME TMPUCTYIIbI, CMa3Mbl CEPUIHOTO XapakTepa,
MMOKJIOHMUYECKUE U Ou1aTepaibHble TOHUKO-KIOHUYECKUE
MPUCTYTIbI, TIO3XKE MOTYT MPUCOETUHUTHCS (HOKAIbHbIE
npucTtyrbl. OTMeYaeTcsl CTAAMMHOCTb TeUEHUSsT SMUIETICUNA
[8, 9]. Ha B3T B nebrote anunencuu coxpansiercst oHoBast
PUTMMKA, OTCYTCTBYET MATTEPH TMIICAPUTMUM.

Cunapom Perra — nmporpeccupyioniee 3aboieBaHue,
BbI3BaHHOE MyTaiueit renHa MECP2 (methyl CpG binding
protein 2, Xq28); Tum HaciemoBaHUsI — X-CUEIJIEHHbIN
JOMUHAHTHBI € JIETAJIBHOCTBIO ISl  MaJIbYMKOB.

Puc. 3. XapakTepHoe pacnojiokeHne pyK y 1eBOYKH 5 JieT ¢ My-
Tauueii B rene CDKL5. (Pa3penieHne poaureJieii moydyeHo)
Fig. 3. The characteristic location of the hands in a 5 year old girl
with a CDKL5 gene mutation.
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B MOMOLLIb TPAKTUHYECKOMY BPAYY

Tabauya. InddepeHIMaIbHbIi TMaTHO3 CMHAPOMA AHreJIbMaHa ¢ Hauboiee (DeHOTUIMYECKH CXOTHBIMI FeHeTHYECKMMI CHHIPOMAMK
Table. Differential diagnosis of Angelman syndrome with the most phenotypically similar genetic syndromes

Hasganue, Ne no OMIM

DrmenTryeckast
sHIe(danonaTus 2,
Ne 300672

Cunpapom Perra,
Ne 312750

CuHAPOM IyTUTMKAIIUN
MECP2,
Ne 300815

Cunnpowm [Turra—Xor-
KUHCa,
Ne 610954

Cunapom MoBata—
BuibcoHa,
Ne 235730

Cunapom KyneHa ae
®pwusa,
Ne 608636

CuHAPOM IyTUTAKAIIIN
15q11—q13,
No 608636

PaccTpoiicTBO HEPBHO-
TICUXUYECKOTO U
PEUYEBOrO Pa3BUTHUS C
MoTepeil HAaBBIKOB PYK,
Ne 617903

116

T'en, J0Kyc

CDKLS,
Xp22

MECP2,
Xq28

Xq28

TCF4, 18q21

ZEB2, 2q22.3

KANSL1
17g21.31

15q11—q13

GABBR?2,
9g22.33

Tun HacaenoBaHus

X-ClIerIeHHbIIT
JOMUHAHTHBIA

X-ClUeruIeHHbII
NOMWHAHTHBIA

X-CLeTIeHHbI

AyTOCOMHO-
JTOMWHAHTHBIN

AyTOCOMHO-
NOMWHAHTHBIN

AyTOCOMHO-
NOMWHAHTHBIN

AyTOCOMHO-
JIOMUHAHTHbIN

AyTOCOMHO-
JOMMHAHTHbIN

OT1IM4uTeIbHbIE MPU3HAKH OT CHHApPOMA AHreipMaHa

Bonee panHuMii ne6rOT anMIIeIcHy (C IIePBBIX YaCOB/HEIETb
KU3HU)

OTCyTCTBYE 3pUTENBHOTO KOHTAKTA; BBIPAXKEHHbBIE CTEPEOTH -
MY PYK B BUIE IIOCTYKUBAHUS TTAJIBIIAMHU, 3aJJaMbIBAHUST PYK
OTCyTCTBYE CYACTIIMBOTO TTOBEAEHUSI, YITBIOUUBOCTH, TIPU-
CTYTIOB cMeXa

MaJieHbK1e 1 XOJIOIHbIE KUCTH U CTOIIBI

Yacreie acimpaiyu, mioxasi mproaBKa MacChl TeJa, B TSKe-
JIBIX CITy4asix TpeOyeTcsl yCTAaHOBKA TaCTPOCTOMBI

OrcytcTtBue «notched delta» marrepHa Ha DO

Bornerot nuiia xxeHCKOTo Tojia

CranuitHOCTb TeueHUs 3a00J1eBaHNs, YKa3aHe Ha perpecc
pa3BUTHSI

OTCyTCTBYE CUACTIMBOTO MOBEACHMS, YIBIOYMBOCTH, TPU-
CTYIIOB CMexa

BrIpakeHHbIE CTEPEOTUTTMH B BUIIE «MOIOIINX» IBUKEHUI PYK
TTpucTynbl TMMEPBEHTUIISLIMK,/AITHOD B IEpUOIe OOIPCTBO-
BaHUS

VYnnunenue unrepBaia QT mo nanHbIM DKI

Boserot mmiia My>cKoro 1mosa

IIporpeccupyioiiiasi CmacTUYHOCTh, 0COOEHHO HUKHUX
KOHEYHOCTEeM

TIpenpacmonokeHHOCTh K MH(MDEKIINN

OcobeHHocTH (heHOTHUMA: OpaxuLiedannsi, OOJbIINE YIIHN,
TUITOIIa3Ms CPEAHEN YaCcTH JIMLIA, 3araBiiast IepeHo-
CHUIIa W/WJIU CJIeTKA B3IEPHYThIE HO3APH

OTCyTCTBYE YIBIOUMBOCTH, MPUCTYIIOB CMeXa, CYACTIMBOTO
BBIpAXKCHUS JIALIA

JlpIxaTeIbHble PacCTPOMCTBA: MPUCTYITBI TUIIEPBEH TSN,/
aItHOd

OcobeHHOCTH (DeHOTHTIA: BhIpAaXKeHHBI KOPEHb HOCA, IITUPO-
Kast IepeHOCUIIa, BEIBEPHYTasT HUKHSISI Ty0a, IPUITOTHITAs
BepxHsIs ryba B Bue «iyka KynunoHa», maibIibl ¢ yTONIIEH-
HBIMHU TTOAYIIIEYKAMK

OrcyrcTtBue «notched delta» matrepHa Ha DO

MHOXeCTBEHHBIMU BPOXKAEHHbIE aHOMAJIMU: TTIOPOKU Ceplia,
0oJie3Hb [MpIITpyHTa, KpUIITOPXM3M, TUITOCTIAANS
Arpeccusi, ayToarpeccusi

OcobeHHOCTU (heHOTHIIA: TUIIEPTEIOPU3M IJ1a3, aHTUMOH-
TOJIOUJHBIN pa3pe3 I1a3, IMUPOKUEe OPOBU, 3aKPYTIEHHBIN
KOHYMK HOCA, OTKPBITBIN POT, IIOBEPHYTasl K3aIM yIITHAS
pPaKkoBMHA, KPYIHbIE MOYKHM C YITyOJEHUEM B LIEHTpe
OrcyrcTBue «notched delta» marrepHa Ha DO

OcobeHHOCTU (heHOTHIA: YIJTUHEHHOE JIMIIO, BBICOKMI JI00,
0OJIBIIINE OTTOIBIPEHHBIE YIITHBIE PAKOBUHBI, KOCOI pa3pe3
JIa3HBIX 1eJIe, SMMKAHT, TPYLIEBUAHBINA HOC
BpoxneHHbIe TOPOKHU cep/lia, KPpUMTOPXU3M, TUIIOCTIaaus
T'MmepMOOMIIBHOCTD CYCTaBOB, TIPU3HAKU SKTOACPMAIBHOM
NUCTUIa3UM — CYXOCTh M TUITOMMTMEHTAIIUST KOXHU, BOJIOC,
MeJIKWEe peKue 3yObl

OrcyrcTBue «notched delta» marrepHa Ha DO

OcobeHHocTr (DeHOTUTIA: JUTMHHBIN IYOHOI KeJI000K, KOPOT-
KM HOC, TIOJIHBIEC IIEKU
D3OI u30bITOUHBIN TMDDY3HBIN OeTa-pUTM

Perpecc Ha mepBOM TOMY XXMU3HU, BbIPAXKEHHAsI alipakcusi,
TIVICTOHUST

OTcyTCcTBYE YIBIOYMBOCTH U MPUCTYIIOB CMEXa

ONu30bl TUIIEPBEHTUIISILIK/ATTHOD

MajieHbK1e XOJIOTHbIe KUCTU U CTOTTBI

OrcyrcTBue «notched delta» marrepHa Ha DO

POCCUINCKWIA BECTHUK MEPUHATOJIONMU U MNEANATPUM, 2022; 67:(6)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2022; 67:(6)



Topuxarosa 3.K. u coaem. CinoxHoctu auddepeHInanbHOi IMarHoCTMKY CUHApOMa AHre/IbMaHa

Okonuanue mabaubl

Cunapom Knmugcerpa, EHMT]I, AyTOCOMHO-
Ne610253 9q34.3 JTIOMUHAHTH b
Cunnpom KpuctuaH-

COHa, S)]ZC296A 36 ’ X-CLeruIeHHBII
Ne300243 0.

&ﬁ?ﬁﬁggCMma_ RAII, AyTOCOMHO-
Ne 182290 17pl11.2 JIOMUHAHTHBIA

Ocob6eHHOCTH (heHOTUMA: TUIOCKOE JIUII0, TUITOTLIIA3MUsI CPe/-
Heli 9aCTy JIU1Ia, TUTIEPTETIOPU3M TJ1a3, CHHO(MPU3, KOPOTKUI
B3IEPHYTHII HOC, BRIBEPHYTAsI MsICHCTasi HUXKHSISI Ty0a
BpozxneHHbIe TOPOKU cepiilia, KpUIITOPXU3M, CHIKEHHE
ciyxa

[Ipuctymnsl arpeccuu U ayToarpeccuu

OtcytctBue «notched delta» marrepHa Ha DO

Bosee Tsixenoe 3a6osieBaHUE Y ML MY>KCKOTO TI0JIa
OcobeHHOCTH (DEHOTHUTIA: IUTMHHOE U Y3KOe JIUIIO0, TITyOOKO
3araBlIKe 1a3a, KOCOrIasue, TycTble OpOBH, IUIMHHBIMI MPsi-
MOI#1 HOC, OTKPBITBI POT, CIOHOTEYCHUE, JUTMHHbIE U TOHKHE
MAJIbIIBI PyK W HOT, OOJIBIINE YIIN

HapyiieHus nBvzkeHuMit r1a3 — opTaabMOILIET s
MeUteHHBIIT perpecc pa3BUTHsI, TOTEPsi CIOCOOHOCTU XOIUTh
K KOHILY TIEPBOTO JIECATUICTUSI KU3HU, IIPOTPECCUPYIONIast
aTtpodusi MO3XeuKa

ITnoxast mpudaBKa Macchl Tena, nucdarus

OrtcyrctBue «notched delta» marrepHa Ha D3

BposkneHHbIe TOPOKU Ccepalia, oYeK, aHOMaJIUKA TOPTaHU.
OcobeHHOCTH (DEHOTHUTIA: HU3KUI POCT, MAJIEHbKUE KUCTU 1
CTOIIbI, KOPOTKKE MabLibl YK U HOT, BBIIYKJIbIE MOAYIIEUYKN
MaJIbIeB, KITMHONAKTUIIUS S-TO TaJIblla KUCTH.
[Mporpeccupyiorniee CHUKEHUEM CITyXa, XPUTUTBII /TIMCKIISI -
BbIii rOJI0C.

YacTtple cpeqHre OTUTHI, CAHYCUTBI M pUHATHL. [ MIepxode-
crepunemusi. [Ipu3Haku nepudepudeckoit HelipomaTuy.
OcoOEeHHOCTH MOBEAECHMUS: ayToarpeccus, OHUXOTUIIOMA-
HWSI, TIOJTMAMOOJIOKOIIIOMaHsI, PUHOTHJUIEKCOMAHUSI.
OBI': 0CHOBHOIT pUTM 1 (DOHOBASI pPUTMUKA B OCHOBHOM
COXpaHHasl.

OtcyrctBue «notched delta» marrepHa Ha DO

CunngpoMm PeTta ciaykuT YacToii TPUYWMHOW TSIKEJON
YMCTBEHHO# OTCTaJIOCTH y JeBodeK: 1 ciydait Ha 9000—
10 000 >XxMBBIX HOBOPOXIEHHBIX IEBOYECK.

Bbinensiior TUNWYHBIA (KJIaCCUYECKUIT) U aTUINY-
Helit (15% ciyyaeB) cuHapomsl Perra. [eOroT Kiraccu-
yeckoro cuHapoma Perrta B Bo3pacte 6—20 Mec, aTUTINY-
HOTO — B Bo3pacTte 3 Mec i rocie 24 mec (Ho a0 3 jier).
XapakTtepHble 0cOOeHHOCTH cuHapoMa Perra [10]:

— moTepss  TPUOOPETEHHBIX  IieJieHANpPaBIeHHBIX
HaBBIKOB PYK (ampakcust) U TPUOOPETEHHBIX pPEYeBBIX
¢yHK1UMit (perpecc Jiernera/cioB);

— TsDKeJIble KOTHUTUBHBIE HAPYIIIEHUST;

— HapyIIeHUs TTOXOIKH;

— onunerncus (B 80% ciydaes).

Jlist 3a601eBaHMST XapaKTepHa CTaIUITHOCTh TEUSHMUSI.
Cranus I — crarnauus B Bo3pacte oT 6 mec 10 1,5 rona.
OTMeyYaroTCcs OCTaHOBKA TICMXOMOTOPHOTO pPAa3BUTHS,
3aMeJIeHe TEMITOB pOCTa TOJIOBBI, CHIDKEHME MHTEpeca
K okpyxarmiemy. Cragus Il — OBICTpBIIT perpecc pas-
BUTHS C TIOCTETIEHHON yTpaToOil HaBBIKOB, TTPUOOPETEH-
HBIX 10 Hayvaja 3a0ojieBaHMS. YTpara 3KCIPEeCCUBHOM
peuu, arpakcus, TMOSIBJeHWE IBHUTATEIbHBIX CTePEOTH-
MUt («MOTOIIME» IBMKEHMSI PyKaMH, TpeHHUE PyK JpYT
o npyra). TTosIBISIOTCS ayTUCTUYECKUE YepPThl MOBEIE-
HUSsI, TIPUCTYTIBI KpUKa, Tjlaya M HapymeHue cHa. Cra-
nust 11l — nceBnocranmoHapHasi (MOXeT MPOIOJIKATHCS
B TEUEHNE HECKOJIbKO JIET) XapaKTepU3yeTcsl CTaOWJIM-
3alyeil cocTosgHus neTeit. JJoMruHupyeT Iporpeccupyro-

1ast arpakcusi, CTepeOTUITUN PYK, TTOSIBIISIETCST aTaKCHS,
MOTYT OBITb TPEMOpP W MBIIIeYHass AUCTOHUA. B 3TOM
rnepuoae OOBIMHO HAYMHAIOTCS DIMICTITUYECKUE TIPU-
CTYITBI, TUIIEPBEHTUJISIIMOHHBIE MApOKCU3MbI U CHH-
KomajbHble cocTosiHUs. Ha anekTpokapmuorpamMme
OTMEYaloT YIIMHEHHBIW WHTepBanl Q-—T, aHoMamuu
gyoua T. Cragust IV — mo3gHMX ABUTATENBHBIX Hapy-
meHunii. O6b9HO HacTynaeT K 10 romaM, XapakTepu3sy-
eTCsT TIPOTrPecCUpPOBAHUEM IBUTATEbHBIX PAaCCTPOMCTB.
OTMevaroTcsl aTpo(ust MBI, MBIIIIEYHAsT PUTUIHOCTD,
CMaCTUYHOCTh, OCOOEHHO B HWXKHUX KOHEYHOCTSIX,
nedopMaliii TTO3BOHOYHMKA W KOHEYHOCTEeH (cToma
«banepuHbl»), Kaxekcus, 3aaepxkka pocra. K 15 rogam
OGOJIBLIITMHCTBO TMAIIMEHTOB TIEPECTAIOT CaMOCTOSITETEHO
nepenurarbes [11].

ITo maHHBIM a7exkTpo3HUEedanorpapuu, Npu CUH-
npome Perra Moryt HabGomaTbcsl M3MEHEHUsI, Xapak-
TepHbIe JUISI CUHIpOMa AHTeJbMaHa, B BHIE BCITBIIIEK
TeTa-BOJIH/IENbTa-BOJH B TIEPEIHNX OTIEIaX TOJOBHOTO
MoO3ra, MYJIbTHperuoHaibHast W Iuddy3Has smujen-
tdopMHast akTuBHOCTh (puc. 4). C Bo3pacToM B COOT-
BETCTBUM CO CTaIMHOCTBIO TeYeHUS 3abo0JIeBaHUS
OTMeYaeTcsl TMOCTETIEHHOEe YMEHbIIIeHUe WHAEeKCca SIH-
JIeNTU(OPMHOI aKTUBHOCTH M BhIpaXKeHHOE HapacTaHUe
JieTbTa-3aMeUTeHUS (B TTIOAPOCTKOBOM BO3pacTe).

CunapoMm npymiaukanuu reHa MECP2 obOycnoBieH
oymaukauveir reHa MeTmiioBoro CpG-CBS3bIBAIOIIETO
oenrka 2 MECP2, pacnoloXeHHOro Ha XpOMOCOME
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X (Xg28) u Hacnenymwolierocst mo X-clerieHHOMY TUITY,
0OJICIOT JINIIA MYXKCKOTO 1oJia. ZKEHIIUHBI CITy>KaT HOCH-
TEJAIMU OYTIMKALUU ¢ HOPMATbHBIM WM CYOHOpPMAITb-
HBIM KOTHUTHUBHBIM pa3BuTheM. YacToTa 3aboyieBaHUS:
1,8 ciryuast Ha 10 000 XMBBIX HOBOPOXKIEHHBIX MY>XXCKOTO
rosa. OCHOBHbBIE KJIMHUYECKUE TPOSBICHUs CUHIPOMA
nyrmukauuy reHa MECP2:

— TsDKeJIoe HapyllleHWe TICUXOPEYeBOrO Pa3BUTHS;

— paccTpoiicTBa ayTUCTUYECKOTO CITEKTPa;

— TUTMOTOHUS MBI B paHHEM BO3pacTe, Mporpec-
CUpYIOIIast CITACTUYHOCTb KOHEYHOCTEI;

— CTEepEOTUITHH PYK;

— XOpeomnoa00HbIe NIBVXKEHUS PYK, KUCTEH, TaJIblEB,
TOJIOBBI, SI3bIKa Y OOJIBIIMHCTBA MAllIEHTOB;

— (bapMaKope3nCTeHTHAsI STUJIETICHS;

— peLUMIUBUPYIOIINE PECITUPATOPHBIE MH(MEKIINHN.

IMauneHTH WMEIOT HEKOTOpble (EeHOTUITUYECKUE
ocobeHHocTHU: Opaxuuedannio, OOJbIlIMe YIIU, TUIO-
MJIa3ui0 CpeaHe YacTh JIMIia, 3amaBIlyio TepeHOCHILY,
clierka B3mepHyThle Ho3apu [12, 13]. Hepenko otme-
YaloTCs TPYAHOCTU ¢ KOPMJIEHUEM W PUCK acTMpaiiuu
W3-3a HapylIeHUs TJIOTaHMs. JKeayTouHO-KUIIed-
HbIe PacCTPOICTBAa BKIIIOYAIOT TacTpod3odarcaabHbIi
pedmiokc, 3amop. MoryT OBITH yKa3aHMsI Ha perpecc
B Pa3BUTUU B BUAE TOTEPU IieJeHANPABICHHBIX IBH-
KeHUN pyK, peuM, HaBbIKOB XoanObl. Ha DOl ompe-
nensieTcsl 3aMemyieHne (POHOBOW aKTUBHOCTH, OCHOB-
HOTO PUTMa W/WUJU €T0 OTCYTCTBUE, PETUCTPUPYIOTCS
PUTMUYHBIE BCIBIIIKKA TETa-BOJIH B 3aJHUX OTHeIax
1 MyJbTH(hOKATbHAS U TeHepaau30oBaHHas STUJIEITTH-
(opmHast aKTUBHOCTb.

CungpoMm Ilntra—XonkuHca 00yCIIOBIEH MyTalMen
reHa TpaHckpunioHHoro ¢daktopa 4 TCF4 (18q21),
HacJieyeTcss ayTOCOMHO-TOMWHAHTHO. [lomymsiimoH-

B MOMOLLIb TPAKTUHYECKOMY BPAYY

Hasl yacToTa MpeAroloXuUTesIbHO cocTasisieT oT 1:34 000
1o 1: 41 000. OcHOBHBIE KIIMHUYECKNE TIPOIBIIeHNS [14]:

— KOTHUTHBHBIE HapylieHUs (OT JIETKOM 10 cpenHei
CTETIEHU TSKECTH);

— HapyllleHUe PeYeBOro pa3BUTHS;

— BIUJIETICUS,

— NbIXaTeJbHBbIE PAacCTPOMCTBA B BUAE TPUCTYIIOB
TUTIEPBEHTWISILIMY C TIOCJIEAYIOIIMMHU STMTHU30/1aMU alTHO3.

Yacrto BcTpevaroTcss MUKpoliedanus, MoCTHATalb-
Hasl 3a/iep>KKa pocTa, CKOJIMO03, KPUTITOPXU3M; OTMEUYAlOT
BecesIblii HpaB HeTeil, YJIBIOYMBOCTb, CMEX C XJIOIao-
IIMMHU IBUKEHUsIMU pyK. OOpaiiaioT BHUMaHue (heHo-
TUMTUYECKUE OCOOEHHOCTM TMAallMeHTOB: MOHTOJIOW/I-
HBII pa3pe3 mia3, MKMPoKasi epeHOoCUulla, IIIMPOKUA POT
C SIPKO BBIPaXX€HHBIM IBOMHBIM M3TMOOM BepXHEH TYOBI
(«tyk KynumoHa»), mmpokue Mex3yOHbIe TIPOMEXYTKH,
rnorepeyHasl JagoHHasi 00po3na, CUHIAKTWIMS, TMOJIU-
NAKTUINS, HEOOBIYHO MSICUCTBIE TOMYIIEYKN HAa KOHYM-
Kax TMaJiblieB PyK 1 HOT (puc. 5).

CunapoMm MoBata—BusibcoHa cBs3aH ¢ MyTauuei
reHa ZEB2 (2q22), HaciemyeTcs ayTOCOMHO-TOMM-
HaHTHO. Yacrora 3aboneBanwms: 1 ciaydait Ha 50 000—
70 000 >xuBBIX HOBOPOXIEHHBIX. OCHOBHBIE KJIMHHUYE-
ckue nposgsiaeHus [15, 16]:

— HapyllleHue KOTHUTUBHOTO U PEYEBOTO Pa3BUTHUS
(cpenHeit MM TSKEION CTeTIeHN);

— TIOCTHaTaJIbHasi HU3KOPOCJOCTb: CPEIHMUN PpPOCT
y B3POCITBIX MY>KIWH/>KeHIITH 165/150 cMm;

— SNUJIENITUYECKHE TTPUCTYITHI;

— HapylleHus MOBEeIEHUST — arpeccusl, ayToarpeccus,
CTEepeoTUnur, o0JIM3bIBAHNE TIPEIMETOB WIM YacTeil Tela;

— HM3Kasi YyBCTBUTEJIBHOCTH K OOJIH;

Ilpu cunapome MoBaTta—BuiabcoHa Hepeako auar-
HOCTHPYIOT aHOMAaJIMM Pa3BUTHUS: BPOXKIACHHbBIE TTOPOKHU

Puc. 4. Inddy3nas 1 MyIbTHpPErHOHANIbHAS SNMIIeNTH(HOPMHAS AKTHBHOCTD, J€JIbTa-BOJHBI B Te-
PEIHMX OTEIaX MO3ra y IEBOUKH 5 JieT ¢ cuHapomoM Perra (OunoasipHblii MoHTAXK, hoHOBast DDT).
Fig. 4. Diffuse and multi-regional epileptiform activity, delta waves in the anterior parts of the brain
in a 5 year old girl with Rett syndrome (bipolar mounting, background EEG).
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cepana, 6one3Hb [MpinmpyHra, KpUMITOPXWU3M, THIIO-
cnagnio. K (eHoTUnMYecKM OCOOEHHOCTSIM TIallM-
€HTOB OTHOCSITCSI TUIIEPTEJIOPU3M IJIa3, aHTUMOHTOJIO-
WIHBIMN pa3pe3 Tia3, IMMUPOKKHe OpOBU, 3aKPYTJICHHBIN
KOHYMK HOCa, OTKPBITBIN POT, MOBEpPHYTast Ha3aj yIIHasI
paKoOBWHA U KPYITHbIE MOUYKHM C yIIIyOJIEeHUEM B LIEHTPE
(puc. 6). XapakTepHo yJbIOaloleecss BeIpaxkeHUe JIUIIA.
B mitameHdecTtBe nMIO KBampaTHOW (GOpMEL. Y TOn-
POCTKOB M B3POCJBIX JUIO YUTMHEHHOE C TpOTHaTuei
U JUIMHHBIM 3a0CTPEHHBIM TombopoakoM. KoHumk
HOCa YUIMHSIETCS M HaBUCAET HaJ XKeJOOKOM, a BepX-
HSISI U CPEIHSAST YacTh HOCOBOTO MPO(MUIST CTAHOBUTCS
BBITTYKJION.

Cunnpom Kynena—ne ®pusa, MM CHHIPOM Jejie-
uu xpoMocombl 17q21.31 (rarioHenocTaTOuYHOCTH reHa
KATS regulatory NSL complex subunit 1 KANSL]I), Bo3-
HUKaeT B pe3yjbTaTe nejeunu peruoHa 17q21.31 xpomo-
combl 17, HaciemyeTcs ayTOCOMHO-TOMMHaHTHO [17].
Yacrora: 1 ciyyait Ha 16 000 XXWBBIX HOBOPOKIEHHBIX.
OCHOBHbBIE KIIMHUYECKUE MTPOSTBIICHUST:

— HapyllleHue YMCTBEHHOTO W PEUeBOTrO Pa3BUTHS
(OT JIETKOM 10 YMEPEHHO! CTETIEHU TSKECTH), MBIIIIeY-
Hasl TUTTOTOHUS;

— CTPYKTYpHbIe aHOMAJIMM TOJOBHOTO MoO3ra (BEeH-
TPUKYJIOMETaIusl, arjia3us/TUMOTUIa3usl MO30JUCTOTO
Tema, rtuapouedanus, anHoManus ApHonbaa—Kwuapn
I Tuma, BHyTpUKeTyI0YKOBOE KPOBOU3IUSIHIE);

— BPOXJIEHHbBIE TTIOPOKM cep/lia (CTEHO3 JIETOYHOM
apTepuu, neeKThl MepPeropoaoK, ABYCTBOPYATHI aop-
TaJbHBIN KJIATlaH, TUIaTalust aOpTh);

— TUTIEPMOOWIBHOCTD CYCTaBOB;

— TPU3HAKW 3KTOJAEPMATbHOM AUCTUIa3UN — CYXOCTh
U TUTIOTTUTMEHTAIIMS KOXKU, BOJIOC, MEJTKUE PeKe 3yObl;

— KPUWITOPXU3M, THUIMOCTIAANS, Iy3bIPHO-MOYETOU-
HUKOBBIN pedJTIoKC;

— smuenicust (B 25—50% cnydaeB) ¢ (poKaIbHBIMU
MPUCTYITaMU, Yallle ¢ BETeTaATUBHBIMU MPOSBICHUSIMMU.

IManyeHTHl OTIMYAIOTCS APYKETIOOHBIM  TOBEe-
HUEM, UMEIOT (EHOTUITMYECKUE OCOOCHHOCTU JIMIIA:
YIJIMHEHHOE JINIIO, BICOKUI 100, OOJIbIITNE OTTOTBIPEH -
HbIe YIIHBbIE PAKOBUHBI, KOCOU pa3pe3 IJIa3HbIX e,
SMUKAHT, TPYIIeBUIHBIA HOC.

CunapoMm aymaukammu — 15q11—ql3  Bo3HuKaer
B pe3yJibTaTe NyIUIMKAllMM YKa3aHHOTO permoHa Xpo-
MocoMbl 15, Hacniemyercsi ayTOCOMHO-IIOMWHAHTHO.
Yacrora He yctaHOBeHa. OCHOBHbBIE KJITMHUYECKHE TTPO-
sBireHus [18]:

— MBIIIeYHast TUTTOTOHUS, CJIa0blii KPUK Ha MEePBOM
TOAY JKU3HU;

— HapyllIeHue TICUXOMOTOPHOTO Pa3BUTHSI, YMCTBEH-
Hasl OTCTaJIOCTb;

— aTakcus;

— paccTpoiicTBa ayTUCTUYECKOTO CIIEKTpa.

Kpome Toro, yacto ormMeuaercsl 3amepxkkKa pocTa,
XapaKTepHbIe YePTHI JIULA: JUIMHHBINA TYOHOI XeIT000K,
KOPOTKMIT HOC, TIOJIHBIE IIeKU (puc. 7). DnmienTuyecKme
MPUCTYTIBI C Ae00TOM 10 5-JIeTHET0 Bo3pacTa Habtoaa-

foresa y 15—30% mnamuentoB. Ha B3I peructpupyercs
U30bITOUHBIN T dy3HBIN 6eTa-puT™m [19].

PaccTpoiicTBO HEPBHO-TICMXMYECKOTO W PEYEBOTO
pa3BUTHUS C TTOTepeil HABBIKOB PYyK OOYCJIOBJICHO MyTa-
uueit rena GABBR2 (9q22.33). Tun HacienoBaHusi —
ayTOCOMHO-IOMWHAHTHBIN. YacToTa He yCTaHOBJICHA.
OCHOBHBIE KJTMHUYECKHE CUMIITOMBI [20]:

— OCTaHOBKa M pErpecc pa3BUTHUSI B TIEPBBIC TOIBI
KU3HU,

— ToTepsI LieJieHaTIpaBIeHHBIX IBIKEHW I PYK;

— HapylleHue KOTHUTUBHOTO M PEYEBOTO Pa3BUTHS,
ayTU3M.

Hnast  OGONBHBIX TakKke XapaKTepHBI JTUCTOHMS
B KOHEYHOCTSIX, HapyIIeHWe IOXOIKH, PacCTpoicTBa
CHa, SMUJICTTUYECKUE TPUCTYIBI, MaJlleHbKHUE XOJIOJI-

Puc. 5. JleBouka 3 et ¢ cunapomom IIurra—XonkuHca: mu-
POKHii POT C SIPKO BbIPAXKEHHbIM JABOWHBIM M3rHOOM BepXHeil
ryonl («iyk Kynunona») u mmpokas nepeHocuna (a); He0ObIYHO
MSICHCTBIE IOYINEeYKH HA KOHYMKAX MAJBIEB PYK U MONepevHast
nanoHHas oopo3na (0). (Pa3pemenne poauredeii moJydeHo)
Fig. 5. 3-year-old girl with Pitt-Hopkins syndrome: wide mouth
with a pronounced double bend of the upper lip (“Cupid’s bow™)
and wide bridge of the nose (a); fleshy pads on the fingertips and
palmar simean crease (0).
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Hble KUCTU W cTombl. HaGmomaloTcst amu30abl TUIep-
BEHTWISILIUM/ATTHOD, CTEPEOTUTINN, OPYKCU3M, MUKPO-
WM Makpoliedanus.

Cunapom Kinudcerpa cBsizaH ¢ MyTauumeir reHa
TMCTOHOBOUN MetunaTpaHcdepasst EHMTI wnu nene-
et pernoHa 9q34.3; HaciieayeTcsi ayTOCOMHO-I0MU-
HaHTHO [21]. YacTtora He yctaHoBieHa. KinHuueckue
MPOSIBJICHUSI:

— KOTHUTHBHBIE HApYIIEHUS pa3IMYHON CTETeHU,
HapyLIEHWS PeYn;

— paccTpoiicTBa ayTMCTUUECKOTO CIeKTpa, TUrepaKk-
TUBHOCTb, IPUCTYITbI aTPECCUN 1 ayTOarpeccuu;

— HapylLIeHUsI CHa ¢ YaCThIMU TTPOOYXKICHUSIMU,

— TUIIOTOHMSI B paHHEM JETCKOM BO3pacTe, MOTOP-
Hasl HeJIOBKOCTb, aTaKCHsI,;

— BIUJIETICUSI;

— TOopoKu cepaua (meeKThl  MeXIpeacepaHon
W MEXOKETyIOYKOBOIM Tieperoponku, tetpaga Mdaio,
KOapKTallMsl aopThl, IBYCTBOPYATHIN AaOPTaIbHBINA Kila-
MaH, CTEHO3 JISTOUHOM apTepun);

— CHUXXEHME cliyxa.

BosbHBIE CKIIOHHBI K OKUPEHUIO, YaCTO Y HUX HA0JTI0-
JAIOTCS  KPUIITOPXM3M,  TY3BIPHO-MOYETOYHUKOBBII
u ractpoasodareanbHblil pedokc. OCOOeHHOCTH JIUIIE-
Boro deHoTumna: Opaxunedanuss, MuUKporedanmus, IIIo-
CKO€ JIMIIO, TUTIOTIa3usl CPeIHEeN YacTu JIMIa, TUTIepTe-
JIOpU3M TJIa3, CUMHO(MPU3, KOPOTKUI B3AEPHYTHI HOC,
MIPUOTKPBITBIN POT, BEIBEPHYTAsT HUKHSISI MCHCTasT Tyoa,
MPOrHaTU3M, 1e(OPMUPOBAHHBIC YIITHbIE pAKOBUHBI [22].

Cunnpoma KpuctuaHcoHa BbI3BaH MyTallMeil B TeHE
SLC946 (Xq26), HaciemyeTcsl CUEIJIEHHO C XPOMOCO-
Moit X. Yacrora He yctaHOB/IeHa. 2KeHIITUHbBI-HOCUTEN
UMEIOT 0oJiee JIeTKMEe KIMHUYeCKrue CUMNTOMbI. OCHOB-
HbIe KIIMHUYECKHe TIposBiIeHns [23]:

— TsDKeJlass YMCTBEHHasl OTCTaJlOCTh,
peuu, HapylIeH1ue MOTOPHOTO pa3BUTHS;

— TIOCTHaTajlibHasi MUKpoliedanusi, aTakcusi, TUTIEP-
KWUHE3bI, OPTaIbEMOIIETUS

— BMUJIENTUYECKUE TIPUCTYNHl (TOHUKO-KJIOHUYE-
ckue, GOTOCEHCUTHBHBIE);

— TUIEePAaKTUBHOCTb, ayTUCTUYECKOE
MOXET ObITb Beceblii HpaB (yJIbIOYMBOCTD);

— paccTpoiicTBa CHa, BHICOKUI TTOPOT 00JIeBOI YyB-
CTBUTEJILHOCTH;

— nedUUIMT Macchl Tejla, nucdarus, ractpoa3odare-
aJIbHBIN pedIIoKCe.

XapakTepHBIi TTPU3HAK MO JaHHBIM MarHUTHO-PE30-
HaAHCHOK ToMoOrpauu TOJOBHOTO MoO3ra — aTpodusi
Mo3xeuka. DeHoTUNIMYECKE OCOOEHHOCTH TAllMEHTOB
¢ cuHapoMoM KpucTtuaHcoHa: IJIMHHOE U y3KOe JIUIIO,
ryOOKO 3araBlive Trjas3a, Kocorjiasue, TycThle OpOBH,
JTUTMHHBIA TIPSIMOM HOC, OTKPBITBIN POT, CIIOHOTEYEHNE,
JUTMHHBIE ¥ TOHKHE MaJlblibl PYK Y HOT, OOJbIINE YIIIN.
Manpuuku crapme 10 yier, Kak IpaBUJIO, YTPAdYMBaiOT
CMOCOOHOCTb XOIUTb.

Cunnapom Cwmuta—MareHuca oOyCIOBIEH jelie-
e xpomocomsl 17, pernona 17pl1.2, 3arparuBaronieit

OTCYTCTBUE

rnoBeeHue,

B MOMOLLIb TPAKTUHYECKOMY BPAYY

TeH WHIYyKTOpa peThHoyIoBoil kuciothl 1 RAII; Hacne-
JyeTcsl ayTOCOMHO-IOMMHaHTHO. Yacrora: 1 ciyvait
Ha 15 000—25 000 HoBOpOXIeHHBbIX. KnnHuueckue mpo-
siBneHus [24]:

— YMCTBEHHAsl OTCTaJIOCTh OT JIETKOW 10 YMEPEHHOU
CTETIeHMU;

— HapyllleHWe pedu, TpodiieMa ¢ apTUKYISIIUEH,
C 9KCIIPECCUBHOM peublo, OCOOEHHOCTU Trojioca (XpH-
TUTBII/TIUCKIISIBBIN )

— BBIpaXKEHHBIE PACCTPOIMCTBA CHA (YacThle HOYHBIE
W paHHUE YTPEeHHUE MPOOYXKICHUS, Ype3MepHast THEB-
Hasl COHJIUBOCTD);

— BPOXIEHHBIE TTOPOKU Pa3BUTHUS (MUKpOILIEehaTusI,
KPaHMOCHUHOCTO3, pacllieJiiHa TyObl U Heba, aHOMauu
ropTaHu, MOPOKHU Cep/lia);

— XapaKTepHOe MOBeCHMUE.

Puc. 6. Kpynnble oTTONBIPEHHBIE MOYKH YHIEi ¢ YriIyOJieHueM
B IleHTpe Y Majbunka 15 set ¢ cunapomom MosaTt —Buiibcona.
Fig. 6. Large protruding earlobes with a recess in the center
in a 15 years old boy, with Movat—Wilson syndrome.

Puc. 7. KopoTkmii HOC, MOJIHbIE INIEKH yMajbuuMKa, 7 JeT
¢ cuaapomom nymamkanuu 15q11—q13. (Pa3pemenne poau-
TeJieii moJiy4eHo)

Fig. 7. Short nose, full cheeks of a boy, 7 years old with duplica-
tion syndrome 15q11—q13.
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Topuxarosa 3.K. u coaem. CinoxHoctu auddepeHInanbHOi IMarHoCTMKY CUHApOMa AHre/IbMaHa

Jetn ¢ cunnmpomoM Cmuta—MareHuca TruIepak-
TUBHbBIE, UMIYJIbCUBHbBIE, C HEaJeKBAaTHBIM arpecCHuB-
HBIM TIOBeleHWeM U ayTtoarpeccueit. C paHHero BO3-
pacta MOTYT OBbITh JABUTATEIbHbIE CTEPEOTUIIMU B BUIE
«yoapoB TOJIOBOWM», YacCThIX CXAaTUW pyKaMu Bepx-
Hell TIOJIOBUHBI Tejla (ONMUCHIBAIOT KaK CaMOOOBSTHE),
MepeJUCTbIBAHUSI CTPAHMII, CJIOHSBS Tayiel] (CUMII-
toM lick & flip), packauuBanust TynoBuiua u ap. [1osxe
MOSIBJISIIOTCSI KyCaHUsI PYK, OHUXOTUJUIOMaHMs (CTpacTh
cavpaTh HOTTH Ha pyKax M HOTax), pUHOTUJIEKCOMAaHMSI
(HaBsI3uMBOE 0O0JIE3HEHHOE KOBBIPSHUE B HOCY), TOJIM-
9MO0JIOKOIOMaHus (CTPacTh BBOAUTH MHOPOIHbBIC Tesia
B €CTECTBEHHBIE OTBEPCTHUS TeJia). XapaKTepeH JIMIIeBOM
(beHOTHUII: TUTOCKOE IIUPOKOE JIUIIO0, TUTIOTIIa3usl CpeTHEN
YyacTH JiMila, cpociurecs: OpoBM, MOHTOJIOUIHbBIN pa3pe3
J1a3, BBIMYKJIBIH 100, MPUOTKPBITHIN POT, KOPOTKUI HOC
C OTKPBITBIMU BIIEpel HO3APSIMU, aHOMAJIMU pocTa 3y00B
(0COOEHHO OTCYTCTBHME TIPEMOJISIPOB), MaKpOTJIOCCUSI,
BBIBEPHYTAasl HApYXXy MsICHCTasi BepxHssl ryda (HarmoMu-
HaeT ¢opmy marpa). OTMevaeTcst HU3KUi pOCT, MaJieHb-
KHe KMCTHU U CTOTTbI, KOPOTKHME MaJIbIIbl PYK ¥ HOT, BBITTYK-
JIble TIOMYIIEUKU TajblieB, KJIMHOAAKTWIUS V Tajblia
KHUCTU, OTHOCUTEJIbHO KOPOTKHE BEpXHUE KOHEYHOCTHU
C OrpaHMYeHUEM OO0beMa JBMKEHUN B JIOKTSIX, TIJIOCKO-
CTOIME C TUIOCKO-BapycHOM aedopmanmeit cTor, xonnoa
Ha IIMPOKOI orope. XapaKTepHbl TPU3HAKU TTepudepu-
YyecKoW HeWporaTtuu, TOHWXEHHash YyBCTBUTEJIbHOCTb
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