PIOKICHI CINALKOBI XBOPOBW. KIlIHIYHI CITOCTEPEXEHHS

YAK 575.113:575.16

1O.b. I'peuanuna, U.A. Maxctomuna, M.b. I py3xoea
Xapvko6ckuil HayUOHANbHbLU MeOUYUHCKUL YHUBEPCUMEM,
Xapvrosckuti MexicoO1acmHoll CReyuanu3upOB8aHHblll MeOUKO-2eHemudecKuli yeHmp —
yenmp peoxkux (opghannvix) 3abonesanuii, Xaporos, Yxpauna

PEABUWJINTAIIUSA BOJIBHBIX C CHHAPOMOM NAJIVIMCTEPA —
KWJIJIMAHA C YYETOM OCOBEHHOCTEHR UX METABOJIU3MA —
KIMHNUYECKHUE HABJIOJAEHUSA

Pe3tome. Cunopom lannucmepa-Kunnuana (CIIK) — upessviuaiino pedxkuti CuHOpOM, AcCoOyuupo8anHblil
€ YMCMBEHHOU OMCMALOCIbIO, TUYEGLLMU OUCMOPDUAMU, BPONCOCHHBIMU NOPOKAMU PA3GUINUSL, MbIULEYUHOLL
2UNOMoHuUell, HeoObIYHOU nueMenmayueli Koxcu. /lemu ¢ OaQHHbIM CUHOPOMOM POAHCOAIOMCSL CLADLIMU C
BbIPAIICEHHOU 2UNOMONUEL, YMO MOJCEM NPUBECMU K 3aMPYOHEHHOMY ObIXAHUIO, UTU K €20 OCMaHosKe. B
OanvHeliuieM Ommedaemcs 3a40epicKa CIMAmoKUHeMuU4ecKko20 pa3eumusl.

Hannvim  uccnedosanue Mvl  Xomeau HOKA3AMb  YHUKATLHOCHb Yemulpex Cayudes CUHOpoMa
Hannucmepa-Kunnuana, xiunudeckue nposieieHus 6 3a6UCUMOCIU OM MaHupecmayuu, 6Cio CJLONCHOCTb
YumozeHemu4eckol OUACHOCIMUKY 6 C83U C HATUYUEM MKAHeCNeYUPUIHO20 MO3AUYUIMA, NOTOICUMETLHYIO
OUHAMUKY HA CUMAMOMAMUYECKOM Jjedenuu. Tax-dce xomenu obpamums GHUMAHUE HA MO, YMO Npu
NePUHAMAIbHOU OUACHOCIMUKE ) NA00d Mbl 6UOUM PAO DPA3IUYHBIX NPUSHAKOS: Mukpoyeganus no
PUBOMENUYECKOMY MUNY, HEUMMYHHASL 600SIHKA U AHOMAAus DOumelina, Komopvle MO2Ym HAC HAMOAKHYMb
Ha NPABUTLHOCMb NOCMAHOBKU OUACHO3.

3aoauu, xomopuvie mvi neped cob6ol cMABUIU, OCHOBBIBANUCH HA BbIAGIEHUU NAYUEHINOE C PA3TUYHBIMU
nopoxkamu pazeumus, 2pyooil YMCMEEHHOU OMCMAIOCHbIO, (EHOMUNUYECKUMU OCOOEHHOCAMY, 3amem
OvLIa NPOGeOeHa YMOUHAIOWAsE OUAZHOCIMUKA U GbICMABIeH OKOHYamenbHolil ouaenos CIIK.

B pesyremame, necmomps ma omcymcmeue cneyughuueckoco aeyeHus, y OONbHbIX OMMeUaArdch

NONOACUMENbHASL OUHAMUKA HA NPOBOOUMYTO CUMPIMOMAMUYECKYIO MePanurio.

KuaroueBbie cioBa:

cunopom  Ianmucmepa-Kunnuana,

OYKKANbHLIL — dNUMenul,  MO3AUYHAS

mempacomuss 12p; ceepxuucnennas xpomocoma i(12)(p10),; cumnmomamuuecxkas mepanusi.

BBEJEHUE

CIIK (tetpacomust 12p, CHHIPOM MO3aWdHOM
nzoxpomocomMsl 12p) (OMIM# 601803) — cnopa-
JUYECKUH CHHIPOM MHOXECTBEHHBIX BPOKACHHBIX
aHOMaJIMii, AaCCOUMHPOBAHHBIX C YMCTBEHHOH
OTCTaJIOCTBIO.

BnepBeie Obur ommcan Pwmmmom [lammuc-
TepoM B 1977 roay, y AByX B3pOCTBIX MAIIIEHTOB C
rTyOOKOH yMCTBEHHOM OTCTalOCTBIO, CyIOpPOXK-
HBIMH  TIPUCTYNaMH, THIOTOHHEH, TrpyObIMHU
YepTaMy JIMIA, MHOKECTBEHHBIMH aHOMAJIUSIMU
BHYTPEHHHUX OPTaHOB M AaHOMAJIMSIMU [TUTMEHTALUH
koxu [4]. [Ipu 1UTOreHETHYECKOM O0CIEAOBaHUU
9THX MAIHEHTOB KapHOTHUIl B KyJbType JuM(o-
IIUTOB NepH(epruIecKoil KPOBH ObUT HOPMaJIbHBIM,
HO B KYyJbType KOXHBIX (PHOpPOOIACTOB B HaCTH
KJIETOK Oblla OOHapyXeHa  JIOTIOJHUTEIIbHAS
MaJleHbKas MeTalleHTpUYecKass MapKepHas Xpo-
MocoMa. M3HayanpHO aBTOPHI MPENIONI0KUIN, YTO
3Ta XpOMOCOMa SIBJIAETCS MO0 M30XpoMocoMoif 21
o JUIMHHOMY IIIedy, 00 M30XpoMocoMoi 12 mo
kopoTkomy 1iedy. B 1981 rogy Mapueit Tecnep-
Huxona wu Bonpdranr Kummman He3aBucHMO
COOOIMIMIN O TPEXJICTHEH IEBOYKE C YMCTBEHHOMU

OTCTANIOCTHIO ¥ JTUIIEBBIMU TU3MOP(HUSIMH, OTCYTCT-
BHEM BOJIOC B JIOOHO-BHCOYHOW 00JIACTH BOJOCH-
CTOW 4YacCTH TOJIOBBI W THIIOMUTMEHTAIIMEH KOXKHU
[7]. BmocnmeactBuu OBLIO TOATBEPXKACHO, YTO
JOTIOJIHUTENIbHAsT MapKepHash XpoMocoMa, oOHapy-
JKUBaeMasl TpH moAo0HOM (eHOTHUIIE, KaK MPaBUIIO
B Mo3am4HOM (opMme B KyabType (udpobiacToB
KOXKH, SIBISIETCSI M30XPOMOCOMON XpOMOCOMBI 12
mo kopoTkomy tmieay — i(12)(p10) u uaeHTHIHBIC
Cly4al CTajld BIEpBbIe BBIICTATH KaK CHHIPOM
Manmucrepa-Kunnuana (CIIK).

IIpeHaTanpHO  IUArHOCTUPOBAaHHBIA  CIydai
CIIK 6511 BriepBbie ommucal S. Gildenkrantz ¢ coaBro-
pamu B 1985 rojay, korma JAONOMHUTENbHAS XPOMO-
coma i(12)(p10) Obuta oOHapy>keHa MeTOAOM (QIIy-
opeclieHTHO# rudpuu3anun in situ (FISH) B xireTkax
BOPCHH XOpPHOHA M aMHHOIWUTaX y TUIOAA C MHKPO-
nedanieil Mo pu3OMENYECKOMY THITY, HSMMMYHHOM
BOASHKOM W aHOMaiueidl OOINTelHa, BELISBICHHEIX
MIPU YABTPA3BYKOBOM HCCIEIOBAHUU [2].

OBOCHOBAHME UCCJIEJOBAHUA
OCHOBHBIE KIIMHUYECKHE TPOSIBICHUS y Maly-
enroB ¢ CIIK sto rmybokas yMCTBEHHash OTCTa-
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JIOCTh, CYAOPOXKHBIE TIPUCTYIIBI, THIIOTOHUS ¥ THUIIO-
W/WIIY TUTIEPIIUTMEHTAIHS KOXH, JINIIEBBIE TU3MOP-
¢uK: BBICOKMI BBICTYMAIOMMKA JI0O C BBICOKOH
JUHUEW POCTa BOJIOC WM UX OTCYTCTBHEM, Hallle B
BHCOYHBIX O00JACTAX, CO3JAIOIICH BIICUATICHUE
3aJIBICHH, YTUIOMIEHHBIN 3aTBIIOK, HU3KO TOCAXEH-
HBI€ W IUCIUTACTHYHBIEC YIIIH, aHOMAJFHO OOJBIIOe
MIPOCTPAHCTBO MEXIY TIJa3aMH, IUIOCKOE JIHIIO,
TUIIEPTEIOpU3M, IIHUPOKUH HOCOBOM MOCT, YILIO-
IIeHHas TEePEeHOCHIla, MAaJeHBKUHA HOC C BBIBEp-
HYTBIMH HO3IIPSIMH, UTHHHBIA (HIBTpP, BBICOKOE
apoyHoe He0O, CKIaJKW KOXXH HaJl BHYTPEHHUMH
yriaMu Ta3 W OoNblIKMe, OTTONBIPEHHBIC YIIH,
KOpoTKasi mies. JlomonHuTEeNnbHBIE 0COOEHHOCTH
CIIK w™moryT BKIIOYaTh B Ce0S JECMUTMCHTH-
pPOBaHHBIE TIONOCHI KOXH, J00aBOYHBIE COCKH,
CyIIOpOTH, HaBHCAIOIINE BEPXHHE BEKH, KOCOTJIa-
31€, KOHTPAKTYpPHI CyCTaBOB U 3a/I€P>KKYy Pa3BUTHS.
B HekoTOpBIX cirydasx HaOIOJaeTcs MoTeps CiryXa.
OtmeuaeTcsi HEMPOMOPIOHAIBHOE YKOPOUEHHUE
BEPXHUX W HWXKHHX KOHEYHOCTEW, dalie I10
PU30MENNYECKOMY THIy. Y MHOTHX TMAI[MeHTOB
MMEIOTCSl BPOXJEHHBIE MOPOKH CepAla, Cpeau
KOTOPBIX Hamboyiee YacTo BCTpedaeTcs AedeKT
MEeXOKETyJOUYKOBOH Teperoponku. CreunnuaHbIM
n vacteiM nopokoMm npu CIIK sBnsercss Bpox-
neHHas auadparManbHas TpeDKa, KOTOpas |
SIBJISIETCS] IPUYUHON paHHE! HEOHATAIBHOM CMEpT-
HOCTH, 4YTO 3aTPyAHSET IUArHOCTUKY IaHHOTO
CHHJIpOMa y TaKHX HOBOPOXJAEHHBIX [5]. B mpena-
TalbHOM TIEpUOJIE PA3BUTHUS BBIABICHHE IPHU
YIBTPa3ByKOBOM HCCIEIOBAaHUM y TUIona auadpar-
MaJIbHOM TPBDKHM, COYETAaHHOH C MHKpoIedanucit
[0 pPHU3OMEIMYECKOMY THIIy M MHOTOBOAHEM,
no3BosisieT 3anono3puTh CITIK [1].

Hurorenernueckn CIIK  xapakrepusyercs
MIPUCYTCTBHEM  JOMONHUTEIFHOW  XPOMOCOMBI
i(12)(p10) B BuOe mo3amuyHOrO KJIOHA MoOs 47,+
i(12)(p10)/46. MexaHu3M BO3HUKHOBCHHS MO3au-
nu3Ma no ceepxumcieHnoi i1(12)(pl10) mo cux mop
He ycraHoBieH. [IpexamosararoT, 9YTO KIIIOYEBBIM
MOMEHTOM B OOpa3OBaHWU CBEPXYHCICHHOMN
i(12)(p10) sBAsieTcss HepacXOXKIEHUE CECTPUHCKUX
XpOMaTUJ XpOMOCOMBI 12 B MAaTepUHCKOM Meio3e
I, ¢ mocnenyrOmUM MOCT3UTOTUYECKUM OLIHO0Y-
HbIM TIONEPEYHBIM JEJICHHEeM LIEHTPOMEpPHI B
MHTO3€ M YaCTHYHON ee ToTepel MpH IMOCieny-
IOIUX MHUTOTHYECKHX [ENEeHUSNX, MPUBOAAIIEH K
Mo3aur3my 1o i(12)(p10) [6].

OCHOBHOH  MpoONEeMOil  IUTOTEHETHYECKOU
JUAarHOCTUKU SBISIETCS HANIW4Me TKaHecrenudud-
Horo Mo3auru3ma. [lokazaHo, 4To B pa3HBIX TKAHAX
YeloBeKa YacToTa MO3aM4YHOro abeppaHTHOTO
KIIOHA W BO3MOXXHOCTH OOHapy>KEeHHUS KIETOK C
ceepxuncnernnoit i(12)(p10) 3aBucutr OT THUMNA
nccnenyemMoil Tkanu. Tak, Hampumep, 50-100 %
KJIETOK KYJBTYpBl (HOPOOIACTOB KOXKH M KIJIETOK
OYKKaJIbHOTO 3THUTENHs, KOCTHOTO MO3ra CoJiep>KaT
JOTIOJIHUTENIbHYI0 ~ M30XpoMocoMy 12p, a B

KYJIbTYpe JTUMQPOLUUTOB nepudepruyeckoil KpoBH Y
9THX TAIHMeHTOB OOHapyxuBaercs Toiabko 0-2 %
abeppaHTHBIX KIETOK [3, 8].

Yacrora kioHa ¢ cBepxuncieHHol i(12)(p10)
HE KOPPEJNUPYET CO CTEIEeHBI0 YMCTBEHHOH OTCTa-
JIOCTH | TSKECTHIO KIIMHUYECKUX TPOSBICHHUH.

B mamm gau muarHo3 CIIK oObBlMHO mOAT-
Bepkaaerca merogom FISH ¢ wucnoms3oBaHuem
JIHK- 30H10B, crnenupuYecKux s KOPOTKOTO
TUieya Wi IeHTPOMEPHOTO pailoHa XpOMOCOMBI 12
B 00pasmax u3 KJIETOK OYKKaIbHOTO SIUTCIUS WIIH
KyJbTypbl (puOPOOIACTOB, UMEIOIINX UTHTEIHHBIN
KiIeTouHbli 1uka [9]. OmgHako MOMHMO 3THX
TKaHEeH OOHApYKUTh MO3AUIM3M II0 CBEPXYHC-
nernodt  1(12)(p10) MOXHO Takke B MPSIMBIX
mperaparax WM Ma3KaXx U3 KJIETOK nepude-
pudeckoit kpoBu. FISH- ananm3 uaTepdasHbIxX saep
¢ xpomocomocnenuduunasiMu  JIHK-30HmAME Ha
xpoMocoMy 12 T1O3BONSET BBISIBUTHP B 3THX
npernaparax 0oJyiee BEICOKYIO YaCTOTY a0epPaHTHBIX
KJIETOK, Y€M TMPH CTAHAAPTHOM IHUTOTCHETHUYCCKOM
HCCJIEIOBAHUN KYJHTUBUPOBAHHBIX JTUMQOINTOB
nepudepudeckoi kposu [10].

Criettupmuecknx metonoB nedeHust CIIK ne
cymectByeT. [lopakeHHbIE ae€TH MOTYT OTKIIHU-
KaThCs Ha MPOrpaMMbl PaHHEH peadWIuTaluu U
CIenHalbHOTO  oOpasoBaHus. Jlpyrume MeTosl
JICYCHHS] TOJBKO CHMIITOMAaTHYECKUE M MOAJCP-
JKUBAIOIIHE.

HEJb UCCJIEJOBAHUS

Lenpto wccnemoBaHUs SBUWIOCH H3yUYeHUE
xapakTepa MaHupecTalnu, KIMHIIECKOTO U OHOXH-
mudeckoro ¢enorunoB CIIK, Bmusrommx Ha
pasHooOpasue KIMHUYECKUX MPOSBICHUHA JUIS pas-
paboTKU aJIeKBATHON WHAMBUAYAILHONW KOPPEKIIUH
MeTa0OJIMYECKUX HAPYIICHHUH, COMYTCTBYIOIINX
JTAHHOMY CUHJPOMY U TPEAYIPEKACHUS YIPOKaI0-
IIMX JKA3HU OCJOXHEHWW TyTEM CHMIITOMATH-
YEeCKOT'0 JICUCHHUSI.

MATEPUAJIBI U METO/bI

HUccnenopanue npoBeneHo Ha O6a3e XapbKOBC-
KOr0  MEXOOJIACTHOTO  CIICI[HAIM3MPOBAHHOTO
MEIUKO-TEHETUYECKOTO IIEHTpAa — IICHTPa PEIKUX
(opthannbIx) 3aboneBanuii ¢ aprycra 2016 roma mo
asryct 2017 rona.

OCHOBHBIMH 3aJaHUSIMH PaOOTHl OBLTH BBIIE-
JICHUE W3 TPYNIHbl MAIMEHTOB C HACIEICTBEHHBIMHU
3a00JICBAaHUSMH TE€X, Y KOTOPBIX MOYHO MPEIIo-
noxuth cuaapoMm llammucrepa-Kminuana; usyde-
HUE KIMHUIECKOTO W OMOXUMUYIECKOTO (hEHOTHIIOB
nanueHTta ¢ nogo3penueM Ha CIIK; ouenka guar-
HOCTHMYECKOM 3HAYMMOCTH HCIOJIb30BAaHHBIX METO-
JIOB YTOUHSIONICH OMOXUMHYCCKOM, IUTOTCHETH-
YECKOH M MOJIEKYJISIPHO-T€HETHUECKONH JUarHoc-
THUKH; W3Y4YEHUE TOIXOJO0B K Tepamuu WU peadbu-
JUTAITH, pa3padoTKa WHIUBUIY ATEHON KOPPEKITHH
MeTaOOINYECKIX HapyIIECHHHA.
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Hcnonp3yoTesl COMaTOT€HETHYECKOE MCCIIe0-
BaHUC C CI/IHZ[pOMOJ'IOI‘I/IT-IeCKI/IM aHaJIn30M, KJIIMHHUKO-
reHeaJoTN4eCKOe HCCIIENOBAHKUE, LUTOT€HETUYEC-
KHe, OMOXMMHUYECKHE TECTHI (MCCIIeMOBAaHUE aMH-
HOKHCJIOT, OpraHWYeCKUX KHCIOT W  Jp.),
MOJICKYJISIPHO- TEHETHUECKUE METO/IBI.

PE3YJIbTATBI UCCJIEJOBAHUA

Hecmotpst Ha penkocts CIIK B XaprkoBckoM
MEXO0JIACTHOM  CHEIMaTU3UPOBAHHOM  MEIHMKO-
TEHETHYECKOM IIEHTpEe — IMEHTpe penkux (opdaH-
HBIX) 3a0oJieBaHMN HAONIOAAETCS W TPOXOMST
KypChl CUMITOMAaTHYECKOTO JICUCHHS, HaIpaBiCH-
HOTO Ha HOpMaJHM3alMi0 HapyImIeHHOro oOMeHa
5 cemeil. Bce 3TH cemMpu oOpaTWiIMCh K HaM 3a
TEKYLIUM TO.

[lpuBoguM  HEKOTOpBIC
JTaHHOMY 3a00JICBaHMIO.

HAOJIFOAECHUS IO

1 coyuail.

[TanmenTka K, neBouka 3-X JieT, KOHCYJIbTHUPO-
BaHa B XapbKOBCKOM MEXOOJIaCTHOM CIICIHATH3H-
POBaHHOM MEAMKO-TE€HETHYECKOM LIEHTpPE — LIEHTpe
peakux (opdaHHBIX) 3a00JE€BaHUH TIO TIOBOAY
rpy0oi 3afep KH TCUXO-MOTOPHOTO H PEYEBOTO
passutus. [Ipobann — neBouka ot [V 6epeMeHHOCTH,
MIpoTeKaBIeil Ha ()OHE TOKCHKO3a B 1-2 TpuMecTpe,
yrpo3el TmpepbiBaHuss B 20 Hejenbr W npuema
Hiodactona Bo 2-3 Tpumectpe. Pogunack B cpoke
38-39 nHenenp myTeM OMNEpaLUu KecapeBa CEUeHHs
B IJTAHOBOM TOpsiiKe. Macca Tena mpu poKICHUU -
3332 1, poct — 51 cm. Ouenka o mkane Anrap 7/8
6amnoB. CocTosSHHE TPH POKACHUHM OLEHEHO Kak
TSDKeNoe, 00yCIOBIEHHOE HEBPOJOTHYECKOH MaTo-
nmorueii: cuHapom yrHererms IIHC nHa done
TUTIOKCHUYECKU-uIemMuaeckoro mopaxenus: [[HC u
HatanpHOM TpaBMbl HIOII. IlpoBomunoce Boccra-
HoBUTENbHOE JiedeHue B OITH mo MecTy XHUTeIhCT-
Ba, JoMoW BeImMucaHa Ha 28 cytku sxm3Hu. C
paHHEro BO3pacTa OTMEYAJOCh 3aNPOKHIBIBAHHE
TOJIOBBI, MIOBBIMIEHHAS] BO30YANMOCTb, BEIPaKCHHOE
OTCTaBaHHE TEMIIOB ICHXOMOTOPHOTO PAa3BUTHSL.
JleBouke MPOBONMINCH KypChl BOCCTAHOBUTEIb-
HOTO JIEYEHUS TI0 MeCTy JKHTENbhCTBa 0e3
CYIIIECTBEHHOHN TUHAMUKH.

ITpu ocMmotpe oOpamiaioT BHUMaHHE (QeHOTH-
MUYECKUEe 0COOCHHOCTH: MUKpoledatus, ruapore-
(hampHAs dopma yeperna ¢ «3anpICHHaMM» B o0Jac-
TH BUCKOB M Ji0a, IIHMPOKOE JIUIO, BHICTYMAIOIINIH
700, TUMNEpPTeNIOpu3M, TOHKas BepXHAS TIyda H
BBICTYTAIOMIAS HUKHSS, TOJHBIE IEKHd, KOPOTKUI
HOC C OTKPBITHIMH BIIEpEN HO3APSIMH, KOPOTKas
mes, KUQO-CKOIMOTHYEeCKass OCaHKa, BaJbI'yCHas
YCTaHOBKA CTOII.

PonocnoBHas He oTArouieHa.

B Bospacte 14 wMecsieB mpoxogmia Kypc
neyenus B MHCcTUTYTE meauaTpuu I. MockBa, rae
rmocne oOCNeTOBaHUS YCTaHOBJICH JMArHO3: TOC-

JENCTBUSL TSDKEJIOTO Tpe-TIepUHATAFHOTO TIOpa-
enus [IHC, cmemanHoro reHesa (TMIOKCHYECKH-
UIIEMHYECKOTO0, TOCTTPaBMaTHYECKOTO, CHHIPO-
MajapHOT0). CHHIPOM IBUTATEIHHBIX HAPYIICHHA:

Terpanape3. Beicokuit puck passurus LI
ComyTCTBYIOIMIA:  CHHAPOMAJbHAs  MaTOJOTHSA
(penotun  cunmpoma  [lammuctepa-Kwmana).

I'pybas 3agepxkka TICHXOMOTOPHOTO pa3BHTHSL.
IlopaxxeHHe 3pUTENBHBIX MPOBOMAIIUX IIyTEH.
Kocornasue pacxogsmieecss — anpTEepHUPYIOLIEE,
game OS, HenocTosiHHOEe. MHUONMMYECKU acTUrMa-
tu3M. Tyroyxocts. BpoxzaeHHas aHoMalusl pa3Bu-
TUA To4ek: npu3Haku yaBoeHus YJIC neBoii mouku,
cnpaBa abeppaHTHas mouedHas aptepus. CieBa nBe
M00aBOYHBIC IIOYCYHBIE apTEepHH. Y BEIUUYCHUE
JKETYHOTO My3bIps. CIieHOMeTanmusl.

Ha ¢one kunesnorepanum, QapmakoTepanuu
KOPTEKCUHOM U PHEPTrOTPONHON Tepanuu 3JIbKapoM
OTMeYaiach YMEpPEHHAs MOJIOKUTEIbHAS TUHAMUKA
B CHUKEHUU NATOJOTMYECKOT'O MBIIIEYHOTO TOHY-
€a, aKTUBALUU ICUXOMOTOPHBIX HABBIKOB.

B 1 ron 7 mecsiiieB KOHCYJIBTUPOBAaHA B MEJTUKO-
TEHETHYECKOM TIIeHTpe, Tne mposenena FISHc
JHK-30nm0M Ha xpomocomy 12 W aHamu3 uH-
Tepda3HbIX SIep B MPSIMBIX Mpernaparax u3 KJIeTOK
nepuepruuecKkoil KPOBH M B Iperaparax U3 KIETOK
OYKKaJIbHOTO 3muTenus. B mpemaparax H3 KIIETOK
OYKKampHOTO DIHTENTUS BBISIBICH MO3AWIN3M: B
66,5% smep BBIABIEHO IO TpH KONUHU JIOKyca
D12Z3, B 33,5% — mo nBe xomuu jokyca D12Z3. B
NPSIMBIX TIperaparax M3 KyJbTyphl JUMQOIUTOB
neprepruaeckoil KpOBU BBISBICH MO3AWIM3M: B
8,5% sinep BBISBICHO MO TpU KOMMHU Jokyca D1273,
B 91,5% — no nBe komuu nokyca D12Z3. Tnaruos
«cungpom Ilamnmucrepa- Kunnnanay moarBepkieH.

Perynapuo momywyama Kypchl BOCCTaHOBH-
TEJIBHOrO JICYEHHSI C MOJOKUTEIBHOW AUHAMHUKOM,
HE CMOTpS Ha COXpAHSIOUIYIOCA 3aJepKKy B
Pa3BUTHH.

B 2 roga 6 mecsiieB noiydana Kypc J€4eHUA
KOMIUICKCHBIM METOJIOM: METaMEpHOU (apMako-
MyHKTYpbl TOMEONATHUYECKUMHU IMpernaparaMd U
mpernaparaMy TOJMIENTUIHON TPUPOIBI, Tpodo-
TPOITHBIMU TIpeTIapaTaMu; HeHpoTpodruecKuii Kypc
C peTHHAIAMHHOM; 3aHATHS BoliTa; Maccax oOmmii
CKIIEPOMEpHBIN; MeXaHOTepamus Ha ammapare
Galileo; 3anatus ¢ nedekronorom.

Haxonurcs mox IUHAMUYECKUM KOHTPOJIEM
CMEXHBIX CIELUATNCTOB:

— Odramemomor  (19.08.17):  CmermanHbIH
acTurmMaTusM ciaboit creneHu. HemocrosiHHOE
pacxojsiieecs: COAPY>KECTBEHHOE KOCOTIa3ue, ajb-
TepHUpyrolee. [lopaxeHue HEeHTpaIbHOrO OTAENA
3pUTeNbHOrO aHanmu3atopa. Yactuunas atpodus
3pUTETBFHOTO HEpBa HUCXOISIIEro TeHesa. Hemyc
KOHBIOHKTHBBI.

—30I (16.05.17): Ha ¢one 3anepxku GhopMu-
pOBaHUS OCHOBHBIX PUTMOB OTMEYAIOTCSI YMEPEHHO
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BBIpOKCHHBIE OOIIEMO3TOBEIC W3MEHEHHUS Owo-
AJEKTPUYECKOW AKTUBHOCTH TOJIOBHOTO MO3Ta C
MpU3HaKaMU JUC(QYHKIUU CTBOJIOBBIX CTPYKTYP.
O4aroBpIXx W3MEHEHUH U  JMIIICITH()OPMHOM
AKTUBHOCTH HET.

— Kapauomor (02.06.17): BIIC: BTOpHYHBIMI
(peureruateiit) He@eKT MEXIPEACEPAHON Iepero-
POAKKM MAajIoro AvaMeTpa, TIeMOIUHAMHYECKUN
HE3HAUMMBIM. ['eMOogMHAMHYCCKH  HE3HAYHMMbIC
MHTpAIbHAS, TPUKYCIUIAIbHAS PETyprHTAUsI U
peryprutamusi Ha KJallaHe JIETOYHON apTepHu.
JomomauTensHas XopJa B MOJOCTH  JIGBOTO
KTy I0UKa.

JleBouke IIPOBOAMIIACH SHEPIrOTPOIHAS Tepa-
MU TpernapaTaMH, YUYUThIBas MHUTOXOHAPHAIBHYIO
TUCHYHKIMIO ¥ KapIHOTaTHIO.

Ha ¢done mpoBomamMoii BOCCTaHABIMBAIOIICH
CUMIITOMATHYECKOW  Tepardu  JIeBOYKa  cTajia
aKTUBHEE, [UTUTEIBHO TIEBYYE TYJIUT, peYb CKYIHAS,
VIIYYIIWIOCh 3PEHHUE — paHee BHIENa Ha pac-
crosgauu 20 cM, HA JAHHBIM MOMEHT BHIUT 10 4 M,
pearupyeT Ha UM ¥ Ha apTUKYIAIUI0, (GUKCHUPYET
U yAep)KUBaeT B3TIIAI, KaK Ha coOecemHuKe, TaK U
Ha TIpeaMeTax, OepeT B PYKH HWIPYHIKH U
YACPIKUBACT HX.

2 ciy4ai.

Manpuuk B., 7-Mu Mecsies, ¢ xanobamMu Ha
3aJiep)KKy MOTOPHOTO pa3BUTHsL (HE CHIHUT, HE
BCTAaET y OMOpPHI), HE OEpeT UrpyIIKH, HO XBaTaeT
CBOU CTONBI. 3a MOCJIEOHHE ABAa MecsUa YIy4IIH-
JOCh clexeHue 3a mnpeameramu. OQTaabMOIOroM
HE BBISBIICHO MATOJOTHMH TJIa3HOTO aHA. PebeHok
CTHOKOWHBINA, TynuT. [Ipu oOcnepoBanuu oOHapy-
JK€Ha MO3au4Had TpPUCOMHUA KOPOTKOro I1jieda
12 xpomocomsl — 12p13.33p11.1.

B ¢enotune: ymepeHHOE YKOPOUCHUE KOHEY-
HOCTEH, OpaxuAaKTWINS, MBIIICYHAs] TUIOTOHHS,
LIMPOKOE JIMLO, THUIEPTENOpH3M, KOPOTKHH HOC,
mmHHEBI  GueTp (HyHan-nojoOHBI  GeHoTHI),

THUIIOTPUXO03 BHCOYHBIX OOJacTeH,
rpyOOCTh UepT JIUIIA.

[IpoBeneHO MONEKYISIPHO-TEHETHIECKOE HCCITe-
nmoBanne FISH-meTomoM Ha OIWH XpPOMOCOMHBII
JIOKYC, aHajdu3 WHTEeP(A3HBIX sJep M3 KIETOK
nepugepruuecKoll KpOBH U B MpenapaTtax U3 KIETOK
OykkampHOTO OSruTenus. KieTkn OyKKaJIbHOTO
snurenusi: nuc ish (D12Z3x3)[276]/(D12Z3x2)
[26], T.e. npu ananmu3e uHTepdaszubix saep (300) B
mperaparax u3 KIETOK OYKKAJIbHOTO AIHUTEIHS
BBISIBIIGH Mo3anmm3M: B 92 % simep BBIABIEHO IO
Tpu Kormmu Jokyca D1273, B 8% — mo aBe Komuu
nokyca D1273. Knetku nepudepudeckoil KpoBu:
nuc ish (D12Z3x3)[31]/(D12Z3x2)[269], T.e mpu
aHanuze uHrepdasusix saep (300) B mpsambIX mpe-
napatax U3 KyJbTyphl JUMQOIHUTOB Hepude-
pUYECKOil KpoBHM BBIsBIEH MozanmusM: B 10,3%
siIep BBISIBIIGHO O TpU Komuu Jiokyca D12Z3, B
89,6% — no nBe xomuu Jokyca D12Z3, uto moxer
COOTBETCTBOBAaTh  HAIWYHIO  CBEPXYHCICHHOU
H30XPOMOCOMBI 12 TI0 KOpPOTKOMY IUIeYy —
1(12)(p10), T.e. cunapom Ilamnmucrepa- Kunnunana.

Pebenky mpoBoaMTCS — CHUMITOMAaTHYECKas
Tepamnus, MOCTOSHHO TPOXOAUT KypChl pealduim-
TallM, HaONIONAeTCs] TICMXOHEBPOJIOTOM, Ieauat-
pom, reHetukoM. Ha ¢one Tepanun peOGeHOK Havan
CaMOCTOSTEIBHO CHIIETh, CTOSITHh C MOIACPKKOU y
OTIOPBI, YIYYIIWIOCH CIIEKEHHE 3a MPEeIMETOM U
TyJICHHE.

CeMbH TPOJOIHKAIOT HAXOIUTHCS TOJ TIOC-
TOSIHHBIM HaOJNIOEHWEM, Tepamus KOPPeKTHPY-
eTcs, HCXOIsd W3 ToKa3aTelell HapyIIEHHOTO
oOMeHa, YTO MO3BOJSIET M3ydyaTb OUHAMHUKY 3a-
0oJieBaHHSA B peabHOM BPEMEHH W YCOBEPIICHCT-
BOBaTh MOJXOABI K JIEYEHHIO JAHHOTO CHHJIPOMA,
MaTOreHeTHYecKasl Tepanus KOTOpOro eIie He
pa3paboraHa.

OctanpHble HAOMIOACHHUA TIPEICTABICHHI B
BUJIE CPaBHUTENHHOM Ta0M. 1.

HEKOTOpast

Tabnuya 1
CpaBHuTenpHas Tabnuia O0NBHEIX ¢ cuHApoM [lammucrepa- Kunnana
Crnywyaii 1 Crnyuaii 2 Crnywyaii 3 Crnyyaii 4
Ilon JKEHCKUM JKEHCKHI MaJIbYUK JKEHCKUI
Bo3zpact 2 roma 1 rox 2 roma 3 romga
1 2 3 4 5
3amepKKa CTaTOKH-
HETHYECKOro pas-
BuTHs (crabas ormopa
3agepKka CTaTOKWHE- | Ha HOTH, cJ1ab0CTh B
3azepxka cTaTo-
THYECKOTO U IICHXO0- BEPXHUX KOHEYHOC- 3amepxka cTaTo-
KAHETHYECKOTO
2Kanoon1 pEYEeBOro pa3BUTHS, TSX, CAMOCTOSITEIHHO aspuTHs (Ho KWHETHYECKOI0 U
mioxas mprubaBka B HE CHUJUT, CTOUT p pEUYCBOTO Pa3BUTHS.
CHUJIUT, HE CTOWUT).
BeECce. TOJIEKO C TIOIEPXK-
KOU poauTenei),
3a7IepIKKy PEeIeBOTO
pa3BUTHS

Kuiniuna reneruka i nepunaranbha giarnoctuka Nel (4) (2018) 101



PIOKICHI CMALOKOBI XBOPOBW. KIJlIHIYHI CIMTOCTEPEXEHHS

Oxonuanue maon. 1

1 2 3 4 5
BpoxneHHb1 IOpoK
cepua: cyKeHue
JIETOYHO apTepuu,
OTKPBITOE OBAJILHOE

Topoki Bpoxnennsrit mopok OKHO, Situs solitus,
cepALa, MUKpO(TaIbM. MUKpPOTHATHUS
HIKHEH YeIOCTH,
MUKPOTHS IPABOTO
yXa, MOTUAAKTHIINS,
MEHHHTOLIETIE.
OcnoxHe-
Toxcuko3 VYrpo3a npepbiBaHUs
Hus Oepe- Toxcukos,
MEHHOCTH OCpEeMEHHEBIX, OepEeMEHHOCTH, MATTOBOJIIE
MaJOBOJIHE. aHeMUsl.
U pOJIOB
C poXIeHuss OTMe-
Yajach TUIIOTOHUS,
yacTHyHas aTpodus
AHamHe3 3pUTENIBHOTO HEPBA,
0ome3Hu: BPOYKICHHBIN
CTPHUIOP, 3aIOpHl,
MyIIOYHAas ITPBLKA,
TOTHYECKOoe He0O.
[upokoe nuno,
MHKPOT€HUS,
BBICTYTIAFOIITHI J100,
YMepeHHoe MUKpoLehaus,
YKOpOUEHHUE ruaporedanbHast
Mukporedanus, KOHEYHOCTEH, (dhopma gepera ¢
MUKPOPTATBM, OpaxujaKkTuius, «3abICHHAMIY B
HIMPOKUH HOC, MBILICYHAS 00J1aCTH BUCOYHBIX
LIMPOKas IEPEHOCHLIa, THIIOTOHHS, KOcTeH U j10a, runep-
DeHOTH TUIIEPTEIIOPHU3M, ITynounast rpeixa, LIMPOKOE JIHILIO, TEJIOpU3M, TOHKAs
BEpXHIS Ty0a B BUJIC roTuyeckoe Hebo. TUIIEPTETIOPU3M, BEpXHSIS Iy0a U
nraTpa, MaJeHbKHe KOPOTKHH HOC, BBICTYTIAIOIIAsI
YILIHBIE PAKOBUHBI C JUIMHHBIA QWIBTD, | HUKHSAS, TIOJHbIC
HEPa3BUTHIMU THIIOTPHXO03 HIEKH, KOPOTKHUI HOC
MOYKaMH. BHCOYHBIX C OTKPBITHIMH BIIEpEN
obsacTelt, rpyOble | HO3APAMH, KOPOTKast
YepTHI JIHIIA. nrest, kudo-
CKOJMOTHYECKAs
OCaHKa, BaJIbIyCcHas
YCTaHOBKA CTOII.
Krnetku Oykkaib-
HOTO DIIUTENUS:
[utorener Arrdpl16.3p16.1(68,345 nuc ish
HUYECKOe . [uaruos (D1223x3)[276}/(
obcreno- 8,616,096)x1,12p13.33 e D12Z3x2)[26]. arr(1-22)x2,(XY)x1
p11.22(173,786- Kretkn nepude-
BaHHE i
28,183,286)x3 PHUUYECKON KPOBH:
(D12Z3x3)[31]/(D
1273x2)[269].
[IpoBomu- | HeilpoButaMuHsl, Buramun Jl, Helipo-
Moe HOOTPOIIBL, BUTAMUHBI,
JIeYeHue SHEPrOTPOIBL HOOTPOIIBL.
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BbIBObI

1. CIIK oTHOCHTCA K pEIOKUM CHHIPOMAM,
OJTHAKO €T0 YacTOTa, BEPOSTHO, HEJIOOIICHEHA H3-3a
HENpPaBUIBHOM MM HEAOCTaTOYHOH LUTOTEHETH-
YECKON IUArHOCTHUKH, YTO OOYCIOBIEHO OCOOCH-
HOCTBIO JAHHOTO CHUHIpPOMA, TaKOW KaK TKaHeCIe-
OUGUYHBI ~ MO3aWIU3M 10  CBEPXYHCICHHOU
i(12)(p10) m 4HacTo TPOIyCKAETCSA TMPH OOBITHOM
KapuOTHUIIMPOBAHUH.

2. OueHWB TMONydYeHHBIE PE3yNHTaThl KOMII-
JIEKCHOTO 00CJIEeNOBaHUs AeTeH, HaOJIIOJAr0IUXCs
B HEHTPE, aBTOPbI MNMPUIIN K 3aKJIOYCHUIO, 4YTO
TOJILKO KOMIUJICKCHAs Teparus, HamlpaBiCHHAs Ha
HOpMaJIM3allMI0 HApyIIeHHOTO OOMeHa B code-
TaHHW HECTIEUU(PUUECKONW SHEPTOTPOITHON Teparu-
ell, MpOoBeJCHHAs TapalUIeIbHO C peadunurTanueit
MIPUBOJIAT K YIYUIIEHHIO Ka4eCTBa JKU3HH MaJICHb-
KHX TAlUeHTOB, HECMOTpS Ha HEM3JIEUYUMOCTh
JAHHOTO CHHIPOMA.
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PEABLJIITAIIA XBOPUX 3 CUHAPOMOM IAJJIMCTEPA — KIUVIIAHA 3 YPAXYBAHHAM
OCOBJMBOCTEM iX METABOJII3MY — KJIIHIYHI CHOCTEPEKEHHSI

Pe3tome. Cunopom Iannicmepa-Kinniana — oysce piokichuil cuHOpOM, AKUL ACOYIIOEMbCS 3 PO3YMOBOIO
giocmanicmio, aUYeSUMU OUBMOPQIIMU, BPOONCEHUMU BAOAMU PO3GUMKY, M 8306010 2SINOMOHIEIO,
He36UYHOI0 niemenmayiero wKipu. [imu 3 0aHUM CUHOPOMOM HAPOOICYIOMbCA CAAOKUMU 3 BUPANHCEHOIO
2INOMOHIEI0, WO MOodHCe Npuzeecmu 00 OUXANbHUX pO31adis, YU Ha8imb 00 U020 3ampumku. B
ManubYymuboMy 8iOMINAEMbCA 3AMPUMKA MOTNOPHO20 PO3BUMKY.

Jlanum 0ocniodnceHHs M My XOMiIU NOKA3AmMu GUHSIMKOGICIb HOMUPbOX 6Unadkie cunopomy Ilannicmepa-
Kinniana, 6 3anescnocmi 6io manighecmayii, 6Cro CKIaOHICMb YUMOLEHEMUYHOT OIAZHOCTMUKY 8 36 SI3KY 3
HAABHICMIO MKAHECneyighiuHo20 MO3aiyu3my, NOUMUBHY OUHAMIKY HA CUMNIMOMAMUYHO2O JIKY8AHHSL.
Taxooic xominu 36epuymu y8azy Ha me, Wo npu REPUHAMANbHIl diaeHocmuyi y niooa mMu 6avumo pso
PI3HUX 03HaK: MIKpoyeghanis no pizomeniueckomy muny, HeiMyHHa 800saHKa i anomanis EOwmetina, aKi
MOHCYMb HAC HAUMOBXHYMU HA NPABUTbHICTHb HOCMAHOBKU 0id2HO3Y.

3agoanus, axki mu neped coboi0 cmasuiu, IPYHMYBAIUCS HA GUSBIEHHI NAYIEHMIE 3 PI3HUMU 8A0aAMU
Po36umKy, epyooi po3ymoeoio 8iocmanicmio, eHOmMunoguMU 0CcobIUBOCMAMY, NHOMIM Oy1a npogedena
YMOyHYa diaeHocmuka i eucmaesnenuti ocmamounuti diaenos CIIK.

B pesynomami, ne oOueniuuce Ha GiOCYmHICMb Cheyuiunoco JIKY8aHHS, V XGOpux Gi03HaA4aNaAcs
NO3UMUBHA OUHAMIKA HA NPOBEOEHY CUMPIMOMAMUYHY MePaniio.

Karouosi cioBa: Cunopom Ilannicmepa-Kinniana; oOyxkanvHuil enimenii, mozaiuna mempacomis 12p;
ceepxuucenvua xpomocoma i(12)(p10); cumnmomamuuna mepanis.
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Yu.B. Hrechanina, I.A. Maksyutina, M.B. Gruzkova

REHABILITATION OF PATIENTS WITH PALLISTER-KILLIAN SYNDROME WITH THE
SPECIFIC FEATURES OF THEIR METABOLISM — CLINICAL OBSERVATIONS

Summary. Pallister-Killian Syndrome (PPS) is an extremely rare syndrome associated with mental
retardation, facial dysmorphia, congenital malformations, muscle hypotension, unusual skin
pigmentation. Children with this syndrome are born weak with severe hypotension, which can lead to
difficult breathing, or to stop it. Thereafter, there is statokinetic development delay.

In this study, we wanted to show the uniqueness of four cases of Pallister-Killian syndrome, the clinical
manifestations depending on the manifestation, the complexity of cytogenetic diagnostics in connection
with the presence of tissue-specific mosaicism, and the positive dynamics in symptomatic treatment. We
also wanted to draw attention to the fact that by means of prenatal diagnosis in the fetus, we see a
number of different signs: a rhizomelic type microcephaly, a non-immune edema and Ebstein anomaly
that can contribute to our making the right diagnosis.

The tasks that we set for ourselves were based on the identification of patients with various
developmental anomalies, gross mental retardation, phenotypic features, then the diagnosis was
clarified and the final diagnosis of PPS was made.

As a result, despite the absence of specific treatment, patients showed a positive dynamics from the
conducted symptomatic therapy.

Key words: Pallister-Killian syndrome; buccal epithelium,; mosaic tetrasomy 12p; the supernumerary
chromosome i (12) (p10); symptomatic therapy.
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