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Beryn. I'pyna giteii i3 3aTpuMKOI0 pO3yMOBOTO Ta IICUX0-
TIepEeIMOBHOTO PO3BUTKY € JIOCHUTb BEJIMKOIO Ta Pi3HOPIAHOIO
3a eTIOJIOTIE0 Ta MATOreHETHYHUMU MeXaHi3MaMu. B ocHOB-
HOMY, LI€ TAIliEHTH HEBPOJIOTIYHOTO Ta MCUXIaTPUIHOTO ITPO-
¢iurro. Yemix B peabiiTarii Takux JiTeH 3aJIeKHUTh Bl BYACHO
BCTAaHOBJICHOTO JIiarHO3y, TOMY BOXJIMBUM € 3aJTy4EHHS 110
JIIarHOCTHYHOTO MPOLECY Pi3HUX (axiBIlB, Y T. 4. TEHETHKIB.

Cunnpom Arrensmana (CA) — e HeporeHeTHYHE 3aX-
BOPIOBaHHSI, K€ XapaKTepU3Y€EThCS 1HTEIEKTYalbHOIO Ta
(hI3UYHOI0 3aTPUMKOIO, MOPYIIECHHSIMH CHY, HallaJiaMH Cy-
JIOM, PI3KUMH pyXaMu (0COOINBO PYKOIUICCKAHHSM ), 9aCTUM
Oe3MPUUMHHIM CMiXOM. 3a3BUYal MAI[iEHTH 3 TaHOO MaTo-
JIOTI€I0 BUIVISIAIOTH IIACITHBUMU.

CA Ha3BaHHH Ha YecTh OPUTAHCHKOTO IeIiaTpa, JOKTopa
Iapi ArrensMmana, sskuid iepmmM y 1965 porti omrcaB CHHI-
poMm “maciuBoi MapioneTky”. [1i3Him 3raiku Ipo XBOopoOy
movaiy 3’ siBirsitrcs B CLLA Ha mogatky 1980-x pokiB. 3rogom
OyJ10 BcTaHOBIICHO, 0 CA BUHUKA€E BHACIIIOK JIeNellii abo
iHAKTHBAIIi{ TEHIB Ha YCIIaIKOBaHIi BiI MaTepi KOIIii XpOMOCo-
MU 15, y Tolt "ac sK HisUTBHICTH 0aThKIiBCHKOI Kormii (ITo-
CIIITOBHICTH SKOi MOXe OyTH HOpMAJBHOIO) HE BIUTHBAE Ha
npotec (GYHKIIOHYBaHHS OPraHi3My Ta € MPUKIaI0M TKa-
HUHHO-CTICII()ITHOTO TeHOMHOTO IMIIPUHTHHTY. Psiiom aB-
Topis [ 1-3] Oyio Bu3HAUEHO, 10 B OCHOBI marorenesy CA ire-
KHUTh MOpPYIIEHHS cUHTe3y mpoaykry reny UBE3A — E3
YOIKBITHHIIITA3H, SIKa BiTITpae poIIb B IPOTEACOMHiit aerpa-

nari 6iIkiB. BasknBo, 1110 151 0COOJIMBICTE BiIMIYa€TLCS JIULIIE
B HEHpOHaX, TOAI SIK B yCiX HIINX TKAaHUHAX CHHTE3 POIYKTY
reHy 3/1iHCHIOEThCs OiaerbHO.

3a MOJIEKYJISIPHOIO €TIONOTIE0 PO3PI3HAIOTH YOTHPH OC-
HoBHUX BapianTH CA. 3a manumu aBTOpiB [4, 13] Haiibinpma
YacTKa BUMAJIKIB PUITa€ Ha XPOMOCOMHY JIEJIEIIi0 B KPH-
TUYHOMY PETiOHI XpOMOCOMH 15 MaTepHHCHKOTO MTOXOIKEH-
Hs1 (60-83%), TO1 SIK TMTOMA Bara iHITNX TPHOX MEXaHI3MIB €
3Ha4YHO MEHIIO0 (OHOOAThKIBChKA qucoMis — 3—16%, MyTa-
1is reny UBE3A —10-13%, nedekT eHTpy IMIPUHTHHTY —4—
6%). YacToTa cHHIpOMY 3HAXOAUTHCA B Meskax 1:10000-20000
HacemneHHs [5,6].

Jna CA xapakTepHOIO € 3aTpUMKa PO3BUTKY, KA BUSB-
JSAETHCS Y Billi 6—12 MiCSIIiB 1 MOJKE TTO€ THYBATHCA 3 TIIIOTOHY-
coM. MoXyTb BUHUKATH TPYIHOII 3 BUTOJJOBYBAHHSM Yy PaH-
HBOMY JIUTSIYUOMY Billi, BIIMIYaTHCSI CTIOHTAHHI PyXH KIHIIIBOK;
HE CIIOCTEPIraeThes perpec HabyTHX HaBUIOK. 3MIHH CTPYK-
Typu Mo3Ky ripu MPT uu KT mocnimkeHHi He BU3HAYAOTHCS
(Tabmuns 1) [7]. BimoMo Takox, 110 NpeBaatOBaHHS MIEBHUX
o3HaK CA 3aJIe)KUTB Bl MOJICKYIIIPHO] eTiolorii 8], a BaKKICTh
MIPOSIBY 3aXBOPIOBAHHS TTOB’ SI3YIOTH 3 pPO3MipoM aenertii [9].

Merta podoTu. BiBueHHS KIiHIKO-7Ta00paTOPHUX IAHUX Y
niteit 3 CA, SKUM IIPOBEICHO METUKO-TEHETHIHE KOHCYIBTY-
BanHs (MI'K).

Marepianu Ta metoau. Pobora BiKOHYBasack Ha 0a3i
Menuko-renernunoro neatpy (MI') HACI “Oxmataut”

Tabnuys 1

OcnogHi kJiHiuHi o3naku CA [7].

O6oB’s13x08i (100%)

Yacri (0.1u3bk0 80%)

Toennani (20-80%)

o  Tsxxa QyHKUIOHANbHA 3aTPUMKA
PO3BUTKY.

e MoropHi po3naju: aTakcis npu xoab01
i/ab0 TPEeMTIHHS KiHLIIBOK.

o [loBeninkoBi 0cCOGNMBOCTI: MOEXHAHHS
OE3MPUUUHHOIO CMIXY (MOCMILIKH),
BUPKEHOT'O LIACIUBOrO CTaHy, JIerkol
30yJUTUBOCTI, 4aCTOr0 MJIECKaHHS
B JIOJIOHI, pO3MaxyIOUuHX PyXiB,
rinepMoTOpHOT OBEAIHKY.

e [lopywenHs MOBU (IIOBHA BiACYTHICTD
abo MiHiMallbHe BUKOPUCTAHHS CIiB),
HeBepOanbHi HaBUYKK PO3BHHEHI
Kpallle, Hi’k BepOasbHi.

3arpuMKa, JUcIponopuiline
30inblUIeHHS] 0OBOLY TOJIOBH, 1110
3a3BUyai NPU3BOAUTD 10 PO3BUTKY
Mikpouedanii 10 ABOXPiHHOTO BiKy.
CynoMHI Hanaay, 1o 3’ BISIOThCS

y Bili 40 3-x poxkis.

Binxunenns Ha EEI" 3 xapakrepHuMu
3MiHaMM, 10 MOXYTb BUHUKATH

y Billi A0 2-X pokiB 1 nepe/yBaTu
KJTIHIYHUM NPOSBaM, ajic BOHU 4acTO
HE KODPEIOIOTh 3 BAXKKICTIO OCTaHHIX.

[lracka DOTUNAKLS, OPYILEHHS! KOHTPOJIO
HaJl pyXaMu S3UKa, TPYJHOLUI IpU
CMOKTaHHI Ta KOBTaHHI, MPOTHATIA,
IIHUPOKUH POT, MIUPOKHH IHTEPBAN Mixk
3y0aMu, 9acTi CIMHOTEYi, BUCYHYTHH S3HK,
MOCHJICH] XKyBaJIbHI PyXH, KOCOOKICTb,
rinonirMeHTallis WKipy, BONoccs Ta ouel,
nocuiieHi rmuboKi CyXOXKUIKOBI pedriekcu
3 HWKHIX KiHIIBOK, MiTHATI, 3irHyTi mia yac
XOAU PYKH, MIBUIIIEHA 4y TIHBICTH

JIO TeIIa, TIOPYIIEHHS CHY, 3MEHILICHHS
noTpedH y CHi, 3aXOTUIEHHS BOJIOIO,
TUIACTUYHUMH eJIEMEHTaMHu (Tarip,
MUTaCTHK), OXKUPIiHHSA (y AiTei

CTAapUIOro BiKy), CKOJNi03, 3aKPEIu.
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MO3 VYxpainu. 3a epion 2011-2012 pp. npoBeneHO nepBHH-
He MI'K i mabopaTtopHo o6cTexeHo 15 namieHTiB 3 Mi03poro
Ha CA, BikoM Bix 11 Mic 10 9 poKiB 3 pi3HHX PETi0HIB KpaiHH.
Bci nitn Oymu Hanpaieni B MI L] mikapeM-HEBpOIOToM 3 ftiar-
HO30M: 3aTPHMKa IICHXO0-TIEPEAMOBHOI'0 Ta CTATO-KIHETHYHOTO
PO3BHTKY HESCHOTO TeHe3y. IIpu mepBUHHOMY KOHCYJIBTY-
BaHHI quepeHIIiifHa TiarHOCTHKA IPOBOIUIIACS 3 JICHKOIHIC-
Tpodiero, xBopoboro Kpadcoe, CA Ta iH.

IIpu npoBenerni MI'K Oymmi BUKOpPHCTaHI HACTYTIHI METO-
IV KITIHIKO-TeHEeAOT19HAH, TApaKTiHIvHI, IHCTpyMEHTAJIbHI,
LUTOTeHEeTUYHNH, MonekyaspHo-nuToreHeTnyauit (FISH).
JI715 TUTOreHETHYIHOTO METOY BUKOPHCTOBYBABCS HEPSIMHUIA
METOJ KYJIFTUBYBAHHS B TO)KHBHOMY CEPEIOBHIITI KIIITHH ITe-
pudeprunoi kposi narienra [ 10,11] 3 G-meronom papOyBaH-
HJ 1 aHAITI30M He MeHIIe Hix 20 KITITHH Y KO)KHOMY BHITAJIKY.
s ribpram3artii BAKOPHCTOBYBAITH JIOKYC CIICIA(DIYHIH 30H
¢bipmu “Vysis” (CLLIA) — Prader-Willi/Angelman Region Probe
— 15qll-q13 LSI UBE3A (Spectrum orange)/
CEP15p11.2(D15Z1)(Spectrum aqua)/15q22 LSI PML
(Spectrum green). FISH-MeTo IpOBOUBCSI BiAIOBITHO 110
IHCTPYKIIi 10 30HIIB. 3amuc KapioTUITy 3IiHCHEHO 3TiIHO
MDKHAPOIHOI HOMCHKIATYpH [12].

Pe3yabraTn T2 06roBopeHHsi. 3 15 naijieHTiB, Harpase-
HUX Ha yrouHtotouy fiarHoctuky (FISH-meton), niaraoz CA
TIITBEPIUBCST y YOTHPHOX MPoOaHiB (26,7 %). Y HUX BUsBITE-
Ha Mikpozenenis (15)(q11-q13)(UBE3A —, PML+), B oqaomMy
BHIAJKy A1arHOCTOBAHO 30aJIaHCOBAHY XPOMOCOMHY aTo-
JIOTiI0 HE TOB’s13aHy 3 XpoMocoMoro 15. CriBBigHOIIEHHS
npobanmiB 3a crartio 1:1.

ITpu mpoBeeHHI KITIHIKO-TeHEAIOTYHOTO aHaMi3y B CiM’ X
mpoOaH/iB He OyiI0 BUSBIEHO BPODKEHOI, XPOMOCOMHOI ITa-
TOJIOTII Ta po3yMoBOTro BicraBanHs. He 3adikcoBano Oin3b-
KOCTIOpiTHEHUX IUTI001B. Hemae cBi4eHs Mmoo HassBHOCTI
XPOHIYHHX, CITaZKOBO 0OYMOBIICHNX 3aXBOPIOBAHb, IIKi I~
BHX 3BUUOK Ta podeciiHmX mKiymBocTeil. Bik 6aTbKiB rmpo-

0aHiB 3HAXOMUBCA B Mexkax: Marepi — 3039 pokiB, OaTbka —
31-43 pokwu.

Y 100% npobaHziB BUSABICHO 000B’SI3KOBI KITIHITHI 03HAKH
CA: 3aTpnMKa IICHXO-TIEPEAMOBHOT'0, CTATO-KIHETHYHOTO PO3-
BUTKY, aTaKcis IPH X0Ob01, OTHOTHITHI PyX1 BEPXHIX KIHIIIBOK.

Bci npobanan HapoIMITHCs JOHOILCHNMH, Maca HEMOB-
JIST TIPU HApODKEHHI CKIIa/1ajia B cepeqaboMy 3,355 Kr, JoB-
skuHa Tia — 50,5 cM. 31 ¢I1iB MaTepiB MPoOaHIiB J0 6 MICSIIiB
HISIKIX OCOOITMBOCTEH y pO3BHUTKY AiTeit He Oyno. [Ti3nime 3’5-
BHWUJIHCSL TPYIHOLI 3 BUTOJJOBYBaHHSM, JiTH IIOTaHO HAOMpan
Bary, BiZ]Mi4ajocs BiJICTABaHHS Y MOTOPHOMY PO3BUTKY (B 11
MICSIIIB JITH CAMOCTIHHO HE CHILIH, HE CTOSITH), 10 POKY 3’5~
BUIHCS cynoMHi Harta i (75%). O0’ eKTHBHO aHTPOTIOMETPHY-
HUX BIIXWJICHb HE BUABJICHO, CTUTM TH3eMOpiOreHe3y He
BiIMiYa€ThCA, CTaTeBe AU(EpEHINFOBaHHS He TIopyIeHe. Bei
JITH MalOTh CBITIIMH KOJIp IIKipH, BOJIOCCS Ta OYEH, y HUX
BIIMIYaFOTHCSI 3aKPETH, TPYAHOLL IPH CMOKTaHHI Ta KOBTaHHI,
MopyIeHHs cHy. ¥ 75% — po30iKHa KOCOOKICTh, IMOCTIHHA
yeMixHeHicTb. Y 50% npoOaHziB BUSBIICHA TPUTITYXyBaTICTh,
M’SI30BHH TEPTOHYC, CIMHOTEYA, MEP3JLIKYBaTICTh. B ontHO-
MYy BHIIQ/IKy BUSBIICHO BUCOKE ITiTHEOIHHS Ta 2-X CTOPOHHS
raxoBa Kuiia. Bume 3a3naueni nposisu ¢penorury CA mpen-
cTaBJIeH] B TaOJIHII 2.

[Ipu mpoBeieHHI IHCTPYMEHTAIBHIX METOIiB 00CTEKEH-
HS BPOIPKEHNX aHOMAJiH OpraHiB YepeBHOI MOPOKHUHN HE
BUsABIICHO; HAa MPT rosoBHOr0 MO3KY BaJiH HE BiMiYaIUCs].

Cepen pe3ynbrartiB 1a00paTOPHUX JOCIIDKEHB, TAKUX SIK
TaH/AEMMAacCIeKTPOMETPisl, TOHKOIIApOBa XpoMaTorpadis
KpPOBi Ha aMiHOKHUCJIOTH, BYTJICBOIU; TOMOITUCTEIH, JIAKTaT,
aMiak KpoBi, BAIIBIIPOEBA, (POITieBa KUCTIOTH, IaHOKOOAIaMiH,
THUPEOTPOITHHI TOPMOH, THPOKCHH BiIXWIJICHB He 3adikcoBa-
Ho. JliarHo3 CA BCTaHOBIICHO Ha ITiJICTAaBI MOJIEKYJISIPHO-1TH-
TOT€HETHYHOTO JIOCII[DKEHHSL.

[pu moBTopHOMY MI'K 0y110 TIpOBECHO pO3paxyHOK
PU3UKIB HAPOJIDKEHHS Ipyrol TUTHHHU Y POJIUHI podaHa.

Tabnuys 2

KniHiuHi npoasu CA y ob6cTexkeHux giten

e

%

kd MEpP3NAKYBATICTL

i CAMHOTEYA

d M'AZ0BMIA riNEPTOHYC

K NpUrayxysaricres

M nocTiiHa YyCMIXHEHICTb

M po36irKHa KOCOOKICTL

E nopyweHHA cHy

M TPYAHOLWLI NPY CMOKTaHHI, KOBTaHHI
M 3akpenwu

& CBITAMIA KONIP WKIPW, BONOCCA
M cya0MHi Hanaau

M rinepMmoTOpHa NoBegiHKa

M BiACYTHICT MOBM

B atakcia npu xoabbi

100 120
H 3aTPMMKa PO3BMTKY
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Bimomo, 1o BiH 3aNIeXKHUTH BiJ MEXaHi3My ITOPYIICHb T'eHe-
TUYHOTO MaTepiany. Y OUIBIIOCTI BUIIAKIB IeNeiHHIX Bap-
iaaTiB CA Mae Mmicuie cnoHTanHa MyTatis (98%) [7], Tomy
PH3HK JUTS TaKol pOAMHU ckianae MeHme 1 %. Y Tppox moa-
PYXHIX Hap, siki Maju nuTuHy 3 CA, Bxe Oynu crapuri 3/10-
POBI JiTH B pOAMHI, i HAPOPKEHHS HACTYITHOI TUTHHH HE IITa-
HyBanocs. OgHa monpyxHs mapa (Mmama — 30 pokiB, TaTo —
31 pik), y sxoi nutuna 3 CA OyJia nepiioro, IiiaHyBaja Ha-
POIKEHHS 37J0POBOI AUTHHU. 3 METOIO BUKJIIOUCHHS BUIIA]I-
Ky MiKpoesenii B KpHTHIHOMY PETiOHI MaTepUHCHKOI Xpo-
Mocomu 15 wiii moxpysxHiit napi Oyno nposeneno FISH,
SIKMH BUKJIIOYHB JIaHY NATOJOTi10. TakuM 4YMHOM, IiATBEp-
IIach MyTalis de novo, 1 pU3UK M AaHOI mapu OyB y
MeXax 3araJbHOIONYJIALIHHOTO.

BucHoBkn.

1. JliTH i3 3aTPUMKOIO PO3yMOBOTO Ta IICHXO-TIEPEMOB-
HOT'O PO3BUTKY MTOTPEOYIOTH 000B’I3KOBOTO MEINKO-TCHETHY-
HOT'0 KOHCYJIBTYBaHHS Y CIIeIiaJIi30BaHMX 3aKJIaIax.

2. BpaxoByoun HasSBHICTB CIIeIA()YHUX KIiHITHHX IIPO-
SIBIB TIPH CHHIPOMI AHTeJIbMaHa HEOOX1THUM € ITPOBEACHHS
CTaHAAPTHOTO KAPiOTUITyBaHHS, IHCTPYMEHTAILHHX Ta 3arallb-
HOTPUIHATHX KIIHIYHUX METOIIIB 00CTEKEHHS, KOHCYIBTAIIH
(haxiBISIMU CyMDKHHX CIIEIiaIbHOCTEH.

3. Bpaxoryroun, mo 60-83% BumakiB CHHIpOM AHTeIb-
MaHa IpUNagae Ha XPOMOCOMHY JAENEIil0 B KPUTHIHOMY
PperioHi XpoMocoMH 15 MaTepHHCHKOTO ITOXOPKEHHS, He00X1]1-
HHM € TIPOBEAECHHS MOJIEKYJIIPHO-IINTOTEHETHIHOTO JIOCIi-
JKEHHS 3 HACTYITHUM MEUKO-TEHETHYHNUM KOHCYJIBTYBAaHHSIM.

Peyensenm: axaoemix HAMH Yxpainu, 0.meo.H.,
npogecop Matioannux BT
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OWATHOCTUKA CUHOPOMA AHIEJIbMAHA
Y OETEWU

lonyapeHko 6.7, [ydepuHa FO.B.", ManazaH B.A.2,
Kynbbanaesa LL.A.2, Kypakoea B.B.?

"HayuoHanbHbIl MeduyuHckul yHugsepcumem
umeHu A.A.bozomornbua,
2Meduko-eeHemuyeckull ueHmp
HauuoHnanbHol demckoli cneyuanu3upogaHHol
6onbHUUBI “Oxmamdem” M3 YkpauHsl,

2. Kues, YkpauHa

Pe3tome. pynna geten ¢ 3agepxkod yMCTBEHHOIO 1
ncuxo-nNpeapeyeBoro pasBuTna foctatodHo Gonbwasa u
pasHopoAHas no 3TMONOrMK N NAaTOreHETUYECKUM MeXaHu3-
MaM. Ycnex B peabunutauumm Takux OeTen 3aBUCUT OT CBO-
€BPEMEHHO YCTaHOBMNEHHOro AnarHo3a, No3TOMY BaXKHbIM
SBNAETCA NPUBIEYEHME K AMarHoCTUYECKOMY npoLeccy pas-
MNMYHBIX CMELManucToB, B T.4. reHeTukoB. CuHapom AHrenb-
maHa (CA) — 3710 HenporeHeTu4eckoe 3aboneBaHue, xapak-
TEPU3yILLIEEeCs] MHTENNEKTyanbHON n u3nyeckon 3agep-
XKKOW, HapyLUEHUAMW CHa, MpUCTynamu Cygopor, pes3kumm
OBuKeHnsMmn (0cobeHHO pykomnneckaHms), YacTbiM 6ecnpu-
YMHHBIM cMexoM. CA BO3HMKaeT BCneacTeBune geneuvm unm
WHaKTMBaLMW FeHOB Ha yHacrne4oBaHHOW OT MaTepu Konuu
XpomocoMbl 15 1 ABnNAeTCa NpMepoM TKaHeBo-cneumdm-
YECKOro reHOMHOr0 MMMPUHTUMHIa. YacTtota cuHgpoma Ha-
xoautes B npegenax 1:10000-20000 HaceneHus.

M3 15 naumeHTOB, HaNpaBnEeHHbIX Ha YTOYHAOLLYIO OAN-
arHoctuky (FISH-meTton), auarHo3 CA noareepauncs y ve-
Tbipex npobaHaoB (26,7%). Y Hux obHapyxeHa Mukpoae-
neuus (15) (911-q13) (UBE3A -, PML +). NonoBoe cooTHO-
weHve npobaHgos 1:1. Y 100% npobaHOoB OGHapyeHbl
obsAsaTenbHble knMHUYeckne npusHakn CA: 3agepxka ncu-
XO-MpeapeYeBoro, CTaTo-KMHETUYECKOrO Pa3BUTKSA, aTakcus
npu xoabbe, OQHOTUMNHBIE ABWXEHUA BEPXHUX KOHEYHOC-
Ten. Bce npoGaHabl poAMIIUCH OOHOLUEHHLIMU, Macca Ho-
BOPOXAEHHbIX NMPU POXAEHUW cocTaBnsAna B cpegHem 3,355
kr, onnHa Tena — 50,5 cm. [Jo 6 MmecsiueB HMKakux ocobeH-
HOCTeW B pa3BmTumM AeTen He 6bino. MNMoaxe nossunuce Tpya-
HOCTW CO BCKapMnvBaHWeEM, OeTW MNoX0 NonpaBnsnuvchb,
OTMeYanocb OTCTaBaHMe B MOTOPHOM pa3BuTWM, OO roga
NOSIBUNUCb CyAOpOXHble npunagkn (75%).

1. et ¢ 3aaepXXKo YMCTBEHHOIO M NMCUXO-NpeapeyeBo-
ro pa3suTusa TpebyT 06A3aTENbHOr0 MEAUKO-TEHETUYECKOTO
KOHCYNBTMPOBaHUS B CNELMAanv3vpOBaHHbIX YYPEXOAEHNSX.

2. YuntbiBaa Hanuume cneunduyecknx KIMHUYECKUX
NposBNEHU Npy cuHapome AHrenbMaHa HeobxoamMmMo npo-
Be[leHne CTaHOapTHOro KapmoTUNUPOBAHWUS, UHCTPYMEH-
TanbHbIX 1 OOLLENPUHATBLIX KNMHUYECKMX MeTodoB obcne-
[OBaHUS, KOHCYNbTauMin cneunanmcTtaMmm CMEeXHbIX cneum-
anbHOCTEMN.

3. YuutbiBas, 4to 60-83% cnyyaeB cmHOpoOM AHrernbma-
Ha NPVXOAUTCS HA XPOMOCOMHYHO AENELMI0 B KDUTUYECKOM
perMoHe XpoMoCOMbl 15 MaTepuHCKOro NpoMCXoXaeHus,
HeobXxoaMMO NpoBeAeHNEe MONEKYAPHO-LUTOreHETUYECKO-
ro NccrnefoBaHvsa C NOCMNeayWMM MeAUKO-TeHETUYECKUM
KOHCYNbTMPOBaHNEM.

KniouyeBble cnoBa: cMHApOM AHrenbmaHa, MUKpO-
aeneuus, 3agepxkka ncuxo-npegpeyeBoro U yMCTBEHHOMO
pasBuTus.

DIAGNOSTICS OF ANGELMAN SYNDROME
IN CHILDREN
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Sh. Kulbalaeva? V.Kurakova?®

'Bogomolets National Medical University

2Medical Genetics Center of the National Specialized
Children Hospital

Kiev, Ukraine

Summary. Group of children with developmental delay
and speech impairment is large and polyetiology. Success
in the rehabilitation of these children depends on the correct
diagnosis, so it is important to attract the various experts,
including geneticists to the diagnostic process. Angelman
syndrome (AS) — is a neurodevelopmental disorder which
is characterized by intellectual and physical delay, sleep
disturbance, seizures. AS is caused by deletion or
inactivation of genes inherited from the mother’s copy of
chromosome 15. This is an example of tissue-specific
genomic imprinting.

The diagnosis of AS was confirmed in four probands
(26.7%) of the 15 patients which were referred for clarifying
diagnosis (FISH-method). Del(15) (q11-q13) (UBE3A -,
PML +) was found.

The consistent clinical features of AS were found in all
probands: developmental delay, functionally severe,
movement or balance disorder, behavioral uniqueness,
hypermotoric behavior, speech impairment. All probands
were born full-term. After 6 months, there were difficulties
with feeding, children do not get better, it was noted lag in
motor development, until the year there were seizures (75%).

1. Children with mental retardation and psychosocial
development predrechevogo require that genetic counseling
in institutions.

2. Given the presence of specific clinical manifestations
of the syndrome Angelman necessary to carry out the
standard karyotyping, tool and accepted clinical methods of
examination, consultation, specialists from related
disciplines.

3. Given that 60-83% of cases of Angelman syndrome
accounts for the chromosomal deletion in the critical region
of chromosome 15 maternal origin, is necessary to conduct
molecular cytogenetic studies, followed by genetic
counseling.

Key words: Angelman syndrome, microdeletion,
developmental delay, speech impairment.

32

YKpaiHCbKWII HayKOBO-MEANYHWI MOMOADKHUIA XXypHan

Ne 2 + 2013





