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CNHAPOM AHIE/IbMAHA
YacTtb 2 (KIMHMKa 1 AnarHoctuka)

Pestome. B cTaTbe NpeacTaBneHbl OCHOBHbIE KNMHUYECKUE NPOSBNEHNS CUHAPOMA AHrenbMaHa (A8). CTaTbs
COfIEPXKUT COBPEMEHHbIE fjaHHble 06 0COGEHHOCTAX (DM3NYECKOr0, UHTENNEKTYanbHOro, PEYeBOro 1 NoaoBoro
pas3BUTUs 60/bHbIX CAS. MpeAcTaBNeHbl JaHHbIE O B3aUMOCBSI3M KIMHNYECKUX OCOGEHHOCTE AS cxapakTepoMm
reHe TMYECKUX HapYLLeHuii. B cTaTbe NpuBeaeHbl KNIMHUYECKME KPUTEPUM AUArHOCTUKM CUHAPOMA AHrenbMa-
Ha Cy4YeTOM YaCcTOThbl BCTPEYAEMOCTM OCHOBHBIX KIMHNYECKUX NPU3HAKOB. ABTOpPaMu pacCMOTPEHO LieNeBoe
Ha3HaueHWe MONEKYNSPHO-TeHe TUYECKUX aHAN30B, UCMONb3YEMbIX ANs BepudrKaluu A1arHo3a 1 onpegeneHus
reHeTNYecKoro MexaHusma AS. CTaTbs COAEPXKUT anropuTM NabopaTopHO-ANArHOCTUYECKUX AelCTBuiA
npoBefeHnst MONeKYNSPHO-reHe TUYECKOro 06Cnef0BaHmMs nalyMeHToB CAS.

Kntouesble cnosa: CUHAPOM AHreNbMaHa.

KnnHnueckue npoaBneHna CMHagpoma
AHrenbsmaHa
BonbHble ¢ cuHapomom AHrenbmaHa (Ab) poxaa-
IOTCA MPaKTUYeCcKn 3L0pPOBbIMU. PU3MYECKOoe pas3su-
TWe COOTBETCTBYET rectayMoHHOMY Bo3pacTy [10].
OCHOBHbIe KNMHUYecKue npossneHns Ab npeg-
CTaB/IEHbI HUXKE.

KnnHnyeckue npossnexHusa A6 (30)

[MOCTOSIHHbIE NPOABEHNA!

—YMCTBEHHas 0TCTa/IoCTb;

—HapyLLeHne MOTOPUKN;

—3a/)epPXKKa PeYeBOro pasBuTHs;

—0C06eHHOCTM NoBegeHUs (NPUCTYNbl HEMOTUBK-
POBaHHOIO CMexa, rMNepakTUBHOCTb U Ae(hULNT BHU-
MaHMs, CHaCT/IMBOE BblpaXXEHUE nLa).

YacTo BCTpedaeMble NPU3HAKN:

— NOCTHaTa/lbHas MuKpouedanms ¢ NIoCKUM 3a-
THIIKOM;

—cygaoporu;

— 3aTPyAHEHNUs NpW BCKapMIMBaHWM, ractpoaso-
thareanbHblin pedhnroke, 3anop;

—HapyLLUeHWe CHa;

—TMOCTOSHHOE C/IIOHOTEYEHNE;

—npoHaLuu CTonbl.

PE,U.KO BCTpevaeMble NPU3HaKN:

—CKONNO3;

—TUNoNUrMeHTaLus;

— MNOBbILIEHHAs YYBCTBUTENLHOCTb K TEMMNepaType
OKpY>KatoLLel cpeapl;
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—  HapyLlieHWe pasBUTMA A/INHbI TeNa B 3aBUCKUMO-

CTW OT reHoTuna.

Manble aHOManuun pasBuUTnS

Y 605bHbIX C AS 4acTO OTMEeYatoTCs YepenHo-un-
LeBble aHOManuu. pakTUYecKM y BCeX MaLMeHTOB
Hab/lofaeTca nocTHaTanbHas Mukpouehanus [22], y
TPeTn feTeli — C runonaasunert cpegHen vactm nnuuya,
NNOCKUIA 3aTbINOK C «KaHaBKOW», FNy60KO MOCaXeH-
Hble rnasHble 6/10KK, WUPOKUIA N 4acTO MOCTOAHHO
OTKPbITbI POT, 32a0CTPEHHbIV NoA60poAoK [8].

®dunsmnyeckoe passutne

C TeuyeHuem Bo3pacTa HabnlofaeTca 3amenfieHune
NPUPOCTa OKPY>XXHOCTU FOM10BbI, U K ABYM F0fam XXU3HU
y 80 % naumveHTOB AMarHOCTUPYETCA MOCTHATa/IbHas
Mukpouectanus [8].

NcMXoMOTOpPHOE pa3BuTue

3afiepXKa NCUXOMOTOPHOIO PasBMTUS CTaHOBUTCS
K/MHWYECKM 3Ha4YMMOI BO BTOPOI NOMIOBUHE MepPBO-
ro roga xusHu. MNpumepHo 10 % peTeld ¢ AS He npu-
00peTatoT HaBbIKOB CaMOCTOATENbHON X0oAbObl [10].
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CnocobHOCTb CUAeTb NosBnseTca nocne 12 mecsues
XXWM3HU, XOOUTb — MNocfe ABYX/EeTHero Bo3pacTa, He-
KOTOpbIe 60/bHbIE HAYMHAKOT XOAWTb TOMIBKO K LUECTH
rofiaM Xu3HW. Y fieTeil oTMeyaeTcs cBoeobpasHas -
poKas noxofka. bonbHbIe LIMPOKO paccTaBAST HOMM
C MOBEPHYTbIMU Hapy>XXy cTonamm. /13-3a pe3kmx, «py-
6M1EHHbIX» ABVXXEHWIA NPUMOLHATLIMU U COTHYTLIMU B
NOKTEBbIX CYCTaBax pykamu, KOTOpPbIe NOMOratoT yaep-
XMBaTb paBHOBECWE, MOXOLKA HANOMWHAET MOXOAKY
po6oTa. B paHHeM AeTCKOM BO3pacTe OTMEYarTCs ru-
MePKMHETUYECKNE ABWXKEHMS TY/0BULLA N KOHEYHO-
cTel. [poXkaHne KOHEYHOCTeA MOXET HabnoaaTbCs
Y>Ke B NepBble LUEeCTb MECALEB XXMN3HU. [MNepKMHesnu,
KaK Npasuno, BbIpXKeHHbIE U Pe3Kne, KOTopble MeLla-
HOT XOAWTb U NPUHUMATL Ny [15, 26].

MHTeﬂﬂeKTyaﬂbHaﬂ HEAOCTAaTOYHOCTb

Mpwn NB, Kak npaBwno, HabnaaeTcs THKeNas yM-
CTBEHHAA OTCTaNOCTb. Y 60/bLIMHCTBA GO0/bHBLIX KOT-
HUTMBHOE pPa3BUTME MPAKTUYECKM He MPeBOCXOAUT
YPOBHS, COOTBETCTBYHOLLErO 24-30-My MeCALY XU3HU
pebeHka [20].

3ajep>KKapeyeBoropassmTms

BblpaxxeHHOe 0TCTaBaHWe PeyYeBoro pa3BuTUA ABNA-
eTCA OAHUM U3 KNHOYEBbIX NPU3HaKOB J16. Y 60MbLUNH-
cTBa 60/1bHbIX OTCYTCTBYET peyub. HekoTopble nauueH-
Tbl 06/13Jal0T OYeHb GefHbIM C/IOBAPHbLIM 3anacom, U
TO/bKO OTJe/bHble 60/bHbIE MOMYT U3bACHATLCA (hpa-
3aMu [3]. BofbHblE, HECMOTPSA Ha 3aePXKKy PeveBoro
pasBUTUA, CNYLLIAIOT U XOPOLLO MOHMMAOT 06paLLeH-
HYIO K HAM peyb. PeyeBoii fechnuunt getu ¢ JI6 KOMneH-
CUPYIOT HeBepbasibHbIMU CPeacTBaMy KOMMYHUKaLUN
[12].

Cypopornu

Cygopory sBASKOTCA OAHUM U3 Hambonee 4acTo
BCTpevaeMbIX cumnTomoB JIB. TlepBble NapoKCU3MbI
Cy[opor MoryT WHULMMPOBATLCA B Pas/iMyHble BO3-
pacTHble Mepuoibl — OT TPeXMecAYHOro Ao 20-neTHe-
ro Bospacta. B 75 % cny4aeB nepBblii NPUCTYN CyA0pPOr
OTMeyvaeTca [0 TpexneTHero sospacta. Cygoporu no-
ABNAKOTCA npakTnyeckn y 80—95 % nauneHToB B Te-
YeHue MepBbIX TPEX /IET XU3HW, HA MEPBOM TFOLY XU3-
HU —TONbKO Y 25 % 60/1bHbIX [19]. YacTo CyLopOoXHbIi
CMHAPOM Y 60/1bHbIX ¢ JIB MaHMecTUpyeT ¢ hebpusb-
HbIX cygopor. Hanbonee xapakTepHbIMU NPOABIEHUS-
MW 3NUCUHAPOMA Y [ieTeil paHHero Bo3pacTa ABNAKT-
€S MUOKNOHUYecKue npuctynsl (25 %), aTOHUYecKue
npunagku (23 %), reHepann3oBaHHbIE TOHUKO-K/IOHN-
yeckue cygoporu (21 %) v aTunuyHble abcaHcbl (12 %).
Ha nepBom rofly XXM3Hv BO3MOXXHbI TaK/e NPosB/IeHNS,
KaK aTUMWYHble abCaHCbl 1 3MUAENTUYECKNIA MUOKNO-
HyC. ¥ 60/bHbIX € JIB AOCTaTOMHO 4acTO BCTpevaeTcs
anunenTuyeckmnin ctatyc (okono 50 %), KOTOpbIA MO-
YKET NPOAOMHKATLCA Ha NPOTSHXKEHUU HECKONBbKUX AHEN,
HefeNb, 8 BO3MOXHO 1 Mecsues [11, 17].

Hanbonee TUMWYHLIMW W3MeHeHUAMU I3 npu
B asnatoTcs: 1) nNpoGern reHepanvM3oBaHHOW PUT-
MWUYHO BbICOKOAMNIMTYAHOM (4acTo 6onee 300 MKB)
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[enbTa-aKTMBHOCTU, 0ObIYHO C aMNIMTYAHbLIM NPeo6-
NafjlaHvem B NI0OHbIX OTAeNax, HePeaKo B COYETaHWUU C
annNenTUOPMHOI aKTUBHOCTbHO; 2) BbICOKOAMMAN-
TyHas akTUBHOCTb TeTa-AnanasoHa (200 MkB 1 6onee)
C yacToToii 4—6 'L, NOKann3oBaHHas B 3afHMX OTAeNax
nnn anddysHo; 3) M3MEHeHUS B 3afHUX OTAenax —
PUTMMUYHAsA BbICOKOAMMNAUTYAHAA 3NUAENTU(NOPMHAS
aKTUBHOCTb YacToToli 3—4 'y B BUAe CMainkoB, KOM-
NNeKCOB OCTpas-mMed/ieHHast BOJIHE, NOKa/IM30BaHHbIX
NPevMyLLECTBEHHO B 3aTbIIOYHbIX 06/1aCTAX. ITU U3-
MEeHEHWA NPOBOLMPYIOTCA 3aKPbIBAaHWEM Na3 U MOryT
ObITb aCUMMETPUYHbIMU [1].

HapylieHune cHa

BonbwnHcTBO feteit ¢ JIB (80 %) oTMyatoTcs HU3-
KO NOTpebHOCTbIO B CHE. MMpoA0mKUTENbHOCTL CHa
pefKo npeBbIaeT 5—6 YacoB B CyTKM, OfHAKO B fHEB-
HOe Bpemsi CyTOK OHW UCMbITbIBAIOT YYBCTBO COH/NBO-
cTn [2]. HouHoli COH 6ecrnoKoiiHbIli, YacTo NpepbiBa-
eMblil MpobyxaeHUaAMK. Mpu NPoGYXKAeHUN 60NbHbIE
MPOABAAIOT BbICOKYIO aKTUBHOCTb, HACTONYMBO Tpe-
OYI0T K cebe NoBbILEHHOr0 BHUMaHWS, NPUB/IEKasn ero
cambIMK pasHoobpasHbIMK criocobamn. HapylueHue
puTMa COH — 6OAPCTBOBaHNE COMPOBOXAAETCA CHU-
YXEHVEM YPOBHSI MeNlaTOHMHA B CbIBOPOTKE KPOBU [24].
Bbln-gvn Bbl v coasT. [23] Nnokasanu, Y4T0 UMEHHO Ha-
pyLUeHWe UMMNPUHTUHIA reHa Libe3a nexuT B OCHOBE
HapyLUeHUs LMPKaaHOro puTMa (YHKLMOHMPOBAHUA
ro/I0BHOr0 MO3ra.

MblLlLeyHaa AMCTOHUA

[ns getei ¢ JIb xapakTepHO COYeTaHME TMMOTOHUU
MbILLL, TYNI0BULLA U TUMEPTOHMMN MbILLL, KOHEYHOCTEN
B COYETaHUM C runeppedieKcueli CyxoxXmnbHbIX ped-
nekcos [32].

3aTpyfHeHnsa Npu KOPMAEHUN

3arpyfHeHns npy KOPMAEHUN MOTYT NPOSBAATLCS
yKe B nepBble MecsiLbl XXM3HW. [1py KOPMAEHUU rpy-
[bl0 y AeTei ¢ JIb 0TMevatoTCcs HeCornacoBaHHbIe ABM-
YKEHUA A3bIKa, MbILLIL, Fy6 1 LWeK, y4acTBYIOLWMX B coca-
HUW. TepopanbHO-MOTOPHbIE HapyLUEeHUs NPUBOAAT K
He3(PEeKTUBHOCTY KOPMAEHNA Tpyabio [34].

Crepeotnuu

Y 60nbHbIX ¢ JIB HabntoaaTCca HeO6bIUYHbIE ABUKE-
HMS KOHEYHOCTSIMK, KOTOPbIe BKNIOYAIOT B Ce6S Takme
CTEPEOTMMNNM, KaK X/0NaHbe B NafoLLIK, pasMaxmBaHmne
pyKamu, nogepruBaHns KoHevyHocTel [29].

ATakcus
ATaKcusa ABNSETCA MPaAKTUYECKN MOCTOSAHHbLIM NPU-
3HaKoM (88 %) J1b [13].

CuacTinBsoe BblpaXkeHune nuua

CsoeobpasHoe BblpaxkeHue nuua y 60bHbIX ¢ J1b
MOCTENEHHO MNpUOBpeTaeT YepTbl, XapakTepHble A1A
YMUPOTBOPEHHOr0, CYAaCcT/IMBOr0 4YesioBeka. Yacto
(60 %) BCTpeuaeTcs HEMOTUBMPOBAHHBIA U HEYMECT-
Hbli1 cmex [21].

Ne 6 (66) * 2015



MMnepakTMBHOCTbL M AePULLNT BHUMAHUSA

Y 6O0/MbLUMHCTBA NaLUEHTOB OTMEYAETCH BbIPaXKEH-
Hasl rMnepakTMBHOCTb. OHW HaxodATCs Kak Obl B He-
NpepbIBHOW AeATeNbHOCTU, NOCTOSHHO AepXaT B pyKax
UFPYLLKA UK NepeMeLLatoT 1X B MpocTpaHcTBe. [eTu ¢
AE ¢ 60/1bLUINM TPYAOM KOHLLEHTPUPYHOT CBOE BHUMAHME,
W ecnn CocpefoTaumnBatoT ero Ha onpeseneHHOM 06bek-
Te, TO Ha O4YeHb KOPOTKMIA NPOMEXYTOK BpeMeHU [29].

Ocob6eHHOCTM NOBEAEHNSA

MoBeaeHYecKne 0cob6eHHOCTU 6onbHbIX ¢ Ab Xa-
pakTepusyroTCa ApY>KentobHOCTbI0, BECE/IbIM HPABOM,
NerkocTbl0 MHULMALUN CMeXa, HEBHUMATE/IbHOCTHIO.
XapakTepHOii 0COBGEHHOCTbIO MOBEAEHUA ABNSETCS
BfleYeHUe K BOfe, OCOOEHHO TeKylleid n3 KpaHa, Ko-
Topoe Habnopaetca y 75 % 60nbHbIX ¢ AB [14, 33].
MoBbIWEHHbIA PUCK BO3HWKHOBEHWS PacCTPOIACTB
ayTUCTMYECKOr0 CMeKTpa, Kak npaBwo, CBS3aH C Ay-
NIMKaUUAMN MaTEPUMHCKONA, a He OTLOBCKOW Konuu
Xpomocombl 15a11-413; npu 3TOM NpeAnonaratoT, YTo
runepakcnpeccusi reHa UBE3A B HelipoHaxX ronoBHOro
MO3ra fIB/ISIeTCA NaTOreHeTUYEeCKUM (hakTopoM, onpe-
Jensiowmm passuTe aytnsma. MexaHu3M pasBuTuS
ayTUCTMYECKNX PacCTPOWCTB MpW Aynaukauuu peruo-
Ha A11-a13 KonumM OTLIOBCKOI Xpomocombl 15 ocTaeT-
CS NOKa He 06BACHEHHBLIM MNpoueccoM. MpakTUYecKu
BCe PacCTpOCTBa ayTUCTUYECKOr0 CMEKTPa B TOW UK
WHOM Mepe MOryT Habnogatbes y getein ¢ Ab (95 %).

Ha gonomory negiatpy / To Help the Pediatrician

K paccTpoiicTBam ayTUCTUUECKOro CreKTpa OTHOCATCA
pa3Hoo6pa3Hble GOopMbl aHOMaIbHOIO MOBEAEHUS, Ha-
PYLLUEHUS COLMaIbHOTO U KOMMYHUKATUBHOMO B3aMMO-
[EACTBMS CO CTPOrMM OFPaHUYeHEM MHTEPECOB U NO-
BTOPAOLMMUCA NOBeAeHYeCKMM akTammn [18]. Oetn
¢ Ab MOryT KycaTbCsl, LMNaTbes, XBaTaTb 3a BOAOCHI.
3T0 AeCTPYKTUBHOE MOBEAEHME He MpeAHa3HauYeHo Ans
NPUYMHEHNA Bpeda, a CBA3AHO C /Ierkoi BO36byAMMO-
CTbtO, CTPEM/IEHWEM MNPWB/EYL BHUMaHWe WU Hepo-
CTaTOYHbLIM KOHTPONEM Haf ABMKEHUAMN [7].

Monosoe pa3sutune

MonoBoe pasBuUTNE MPONCXOAUT B OObIYHbIE BO3-
pacTHble nepuogbl. MyXXUMHbI W XXEHLWUHbI, 60/bHbIE
AB, cnocobHbI K NpoAcXeHWIo poga [16].

Apyrne nposasneHus

[na 60nbHbIX ¢ AB XapaKTepHbl: ractpoasodare-
anbHbIl peditoke (71 %), 3anopbl (75 %), BbICYHYTbIN
A3bIK, NOCTOSAHHOE CNtOHOTeueHne (74 %), NOBbILLEH-
Has YyBCTBMTE/ILHOCTb K BbICOKOW TeMMNepaType OKpy-
Xatowei cpeapl [18, 31].

MpofOMKNTENBHOCTb XU3HN

MpogoMKNTENbHOCTb XU3HM Y 60MbHbIX ¢ AB Ha
10-15 neT MeHbLUe CpeAHER MPOACIKUTENBHOCTU XKU3-
HUW 4YenioBeka. OnucaHbl NauneHTsl ¢ Ab, NPOXKBLLINE
6onee 70 net [34].

Ta6bnmua 1. KnnHnyeckme ocob6eHHOCTM AS B 3aBUCUMOCTW OTreHeTUUYeCKUX HapyLweHuii [25]

MpusHaku Aeneuuu UPD/napywenne UBE3A mytauun Bcd Koropta
Knacc |  Knacc |l UMNPUHTAHTA

Fmnonnasusi cpeaHeit yactn nuua, % 17 20 15 18 18
MporHatusm, % 21 20 23 27 26
LLinpoko pacctaBneHHble 3y6bl, % 64 60 69 70 63
IMnonurMmeHtauus Koxu, % 41 35 23 0 32
3aTpygHeHns npy KOPMAEHUN Ha NepBOM 76 54 a4 60 66
rogy XusHu, %

Atakcus, % e[0] 100 73 88 88
Cynoporu, % 83 63 46 55 65
Bospact nHnumaumm cygopor (B MecsaLax) 6,36 12,35 1,33 4,21 4,36
MNOTOHMA MbIwy, TynoBuuia, % 46 27 0 27 33
TMNEPTOHNS MBbILIL, KOHEYHOCTER, % 29 33 8 0 22
HopmasibHbIN MbILWEYHBIN TOHYC, % 29 48 92 73 49
CntoHoTeveHune, % 79 71 77 73 74
HapyleHus cHa, % 79 e 92 73 80
yBneyeHue Bofoi, % 86 80 62 64 75
XnonaHbe pykamu, % 48 69 85 64 63
Mpuctynbl cmexa, % 62 65 62 55 60
Jeduunt BHUMaHWS, % 93 94 92 82 92
lacTpoa3odareansHas pedniokcHas 79 57 69 91 71
60ne3Hb, %

HapyweHvie nosegeHus, % 97 100 85 82 95
YpoBeHb agantuBHoro nosegexus VABS I 47,70 48,73 57,67 55,87 48,75
Ne 6 (66) » 2015 www.mif-ua.com 121
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Koppenauusa gpeHo- 1 reHotnna

HekoTopble KNMHNYecKne NposieneHns AS Koppenu-
PYIOT C XapaKTepoM HapyLleHwWii reHoTuna (Tabn. 1) [27].

Bonbline geneunn (ot 540 7 M6) CONPOBOXAAKOTCS
TSOKE/IbIM MPOsiBNEHMEM 3a60/1eBaHMS B COUETaHUU C
HeaocTaToOuHON NpnbaBKoi Macchl Tena [25]. BonbHble
c aeneunein | knacca (ot BP1 go BP3) otnnyatoTcs Bbl-
PaXXEHHOI 3a[ePXKKOI PEYEBOr0 Pa3BUTUSA, 3HAUNTE b-
HbIMW MNPOSIBEHUAMW PAcCTPOMCTB ayTUCTNYECKOIO
CMEeKTPa U Pe3UCTEHTHOCTbK K Tepanuu B OT/N4uMe
OT nnu ¢ geneumeit Il knacca (ot BP2 go BP3) [27]. ¥
nawLMeHTOB C OTLIOBCKOI gncomuein AS npoTtekaeT 60-
nee Nerko —Cco 3HaUMTENIbHO MEHbLLEA BEPOSTHOCTbHO
pasBUTUS MUKpoLeganin, anunencun, atakcmm [28].
Y 60nbHbIX C geneuuein reHa OCA2 (oculocutaneous
albinism 11) HabnogaloTCA (hPeHOTUMMYECKME NPU3HA-
KU HapyLleHMsi MefaHMHOBOro 0bMeHa — FUMOnur-
MeHTaLMs KOXW, BOMOC, rNasHbIX pagy>ek [25].

Kputepun gnarHoCctnku

KnuHuuyeckue Kputepun AMarHoCcTUKM AS 6biin
paspaboTaHbl creynanuctamu  Scientific  Advisory
Committee ofthe US Angelman Syndrome Foundation
(Tabn. 2) [30].

MonekynapHo-reHeTu4yeckas
AnarHoctnka

OCHOBHbIMW MeTOfaMn BepuuKalumnm auarHo-
3a JIb ABNAOTCA MOJSIEKYNAPHO-TEHETUYECKME METO-
[bl nccnegoBaHus — aHanus metunmposaHns JHK
(metun-cneyungmdeckaa MLP (MB-PCA), wmetun-
cneungunyeckasd My/bTUMNNEKCHAsA fAraHA-3aBUCK-
mas amnangukaumsa (MB-MbP), dnyopecueHTHas
rmépugusaums in siiv (P16-aHanu3), XpoMOCOMHbIi
aHanu3 mukpounnos (CMJT), aeTeKumMs OTLOBCKOIA
M304MCOMUM MPU NMOMOLLM NONMMOPPHBLIX MapKepoB
OHK, MWKpPOUMMMpOBaHHbIA TeH-TapreTHbIA aHanus,
aHanu3 nocnepoBatensHOCTN reHa MBE3A u gpyrue.
AHanu3 metunuposaHua JHK v aHanns nocnepfosa-
TeNbHOCTW reHa MBE3A no3Bonsl0T 060cHOBaTL Auna-
rHo3 NpubnmanTensHo y 90 % nauveHTos [9].

MonekynsapHo-reHeTU4ecKue MeTofpl, UCNosb3ye-
Mble 419 BepUMKaL MM anarHo3a 1 orpegeneHus re-
HeTMYeckoro mexaHusma /16, npegcrasneHbl B Tabn. 3.

Hawn6onee 4yyBCTBUTENIbHLIM METOLOM ANS AUArHO-
CTUKN JIb ABnseTcA uccnefoBaHve METUIMPOBAHWA
OHK B 06nactn 15a11-a13, B YyacTHOCTK, AnddhepeH-
UManbHO METWIMPOBAHHOIO 3K30Ha-1/MpoMOTOPHO
obnactn reHa BHuWB"-BbIKPLI. Y 300poBbix ntogei

Tabnmua 2. Kputepunm gfMarHoCcTMKnM cuHapoma AHrensmaHa [30]

CUMMNTOMBI, NONIe3HbIE B Ka-
uecTBe NOAfEPXNBAIOLLUX
KpuTepueB, HO OTCYTCTBUE
UX HE UCKMIOYAET JMarHos
CUMHApPOMa AHTefbMaHa

— HopmanbHoe TeyeHne
nepuHaranbHoOro nepuoga,
OKPYXHOCTb rON0BbI NP POX-
[eHun cooTBeTCTBYeT recra-
LMK, OTCYTCTBME BblPaXeHHbIX
NOPOKOB pa3BuUTUS

— OueBupHas 3agepxka pas-
BUTUSA HauMHasa ¢ 6-12-me-
CAYHOro BO3pacTa

— OTcyTCcTBME Nporpeccupyto-
el NoTepu NpPUOBPETEHHBIX
HaBblKOB

— HopmanbHble pesynbrartbl
MeTabonuyeckux, rematono-
TMYECKNX N BMOXUMUNYECKNX
nabopaTtopHbIX TECTOB

— OTCyTCTBUE CTPYKTYPHbIX
W3MEHEHUIA B TON0BHOM
MO3re Mo gaHHbiM MPT nnn
KT (BO3MOXHa yMmepeHHast
KOpTUKaNbHaa atpogpua uim
NPOsIBNEHUA JUCMUENNHN3a-
Lum)
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O6a3aTenbHble NPU3HAKK
(BcTpeuatotcay 100 %
nayueHToB C CUHAPOMOM
AHrenbmMaHa)

— BeblpaxeHHan 3agepxka
MCUXNYECKOro passuTus

— PeyeBble HapyLleHus
(oTcytcTBME peun unu
MUWUHMMabLHOE UCMONb30-
BaHue CnoB)

— HeBepb6anbHble KOM-
MYHUKATUBHbIE HaBbIKV
pasBuThl Nyudlle, Yem Bep-
6anbHble

— ATakcus uam nokauu-
BaHWS BMepeg, HeycToi-
YMBOCTb, HEYKNIOXECTb
NnoxofKu, 6bICcTpble, peskue
ABWXKeHUA

— Tpemop KoHeuHoCTei

— Cneuuduueckne
0CO6EHHOCTN NOBELEHNSA
(yacTblii HEMOTMBMPOBAH-
HbIii cmeX, bbicTpas BO3-
6yAMMOCTb, TMNepakTnBs-
HOCTb, CTEPEOTUNWN B BUAE
pa3maxvBaHua pykamm)

YacTo BCTpevawLmecs
npu3Haku (BcTpeyvaroTcs
6onee yem y 80 % na-
LMEHTOB C CUHAPOMOM
AHrenbMaHa)

— 3afjepxka npupocra
OKPYXHOCTU T0/0Bbl,

B pe3synbTare KOTopoi
(hopmMupyeTca abcontoT-
Has 1N oTHOCUTENbHASA
MuKpoLedanmsa K fByx-
NleTHeMy BO3pacTy

— 3nunencwus, nosiBneHue
CYZJOPOXHOro CUHAPOMA,
Kak npasuno, c Tpexner-
Hero Bo3pacrta. TSXecTb
CYZJOPOXHOr0 CUHApPOMa
yMeHbLUAEeTCs C BO3pac-
TOM, HO MOXeT NposiB-
NATLCA Ha NPOTSAXEHUN
BCeW XMN3HU

— J3l-natrepH B BUge
BbICOKOAMMNUTYAHbLIX
pa3pagoB Mef/ieHHbIX
KOMMNEKCOB OCTpas-Me[-
NeHHas BOMHA 4acToTol
2-3 Tu, Hepenko NpoBo-
Lumpyemast 3aKpbiBaHnem
rnas
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,ﬂ,OI'IO]'IHI/ITeﬂbeIe nNpuU3HaKn
('-IaCTOTa BCTpeyaemMmocCTun
20-80 %)

— Tnockuii 3aTbINOK C «<KaHaB-
Koi»

— BbICYHYTbI 53bIK, HAapyLLe-
HUA cocaHus, 0CO6eHHO B re-
pvog rpyAHOro BCKapManBaHus
— Yacroe cnoHoTeueHune

— UpesmMepHoe xeBaHue

— [porHatusm

— LLUunpokwuit poT C LUIMPOKMMM
pefkumu 3ybamm

— Kocornasue

— TvnonurMeHTauma Koxmu,
CBeT/ble BONOCHI 1 rnasa (Tonb-
KO B Clyyasx geneuum)

— YcuneHue CyxoXubHbIX
pethnekcoB € HXHNUX KOHeY-
HoCTeik

— MpvnogHATLIE MNeun n nony-
COTHYTbIE B /IOKTEBLIX CycTaBax
pykv npu xofb6e

— CBepxuyBCTBUTENBHOCTL

K NOBbILUEHHO Temneparype
OKpyXatoLLeii cpegpl

— HapyLlieHue cHa, CHUXeHue
noTpebHOCTN B CHe

— [oBbILWEHHOE BHUMAHVE U
«MPUTAXXeHue» K Boje

— OxupeHue (B cTapLiem BO3-
pacte)

— Ckonvos

— 3anop
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METUNNPOBAH MaTepUHCKWIA aneb U He MeTUAUpPO-
BaH OTLOBCKWI anefib. Y naumeHToB ¢ AS, 3abone-
BaHMe KOTOpbIX 06ycnoBneHo de novo geneumein B 06-
nactn 15q11-g13 maTepvHCKOro annens, OTLOBCKOWA
ancomueid 15 nnn getheKToM UMMNPUHTUHIA, HaxoasT
TOMIbKO HEMETWUMPOBAHHBIA OTLOBCKWIA annenb. Ma-
LUMeHTbl ¢ myTaumamu reHa UBE3A xapakTepusyloT-
€S HOPMaNbHOM CTPYKTYpOil MeTunmpoBaHus. MeTop
MS-MLPA MOXeT He TONbKO 06HapyuBaTb AeteKT
METUIMPOBaHNA, HO U pasnyatb geneymmn 15911-g13

Ha gonomory negiatpy / To Help the Pediatrician

N UMMNPUHTUHTOBOTO LeHTpa. Ho MS-MLPA He ngeH-
TUPULMPYET OTLOBCKYHO AUCOMUIO MO Xpomocome 15 u
HapyLUeHNs UMMPUHTUHTA, KOTOPble He 06YCMOB/IEHbI
Jeneuueil, B CBA3W C YeM JanbHeiillee TECTUPOBaHMe
TpebyeT MuKpocaTennuTHoro aHanusa AHK [5]. Mpu
nposeseHnn nccnefosaHns metogom MLPA peKoMeH-
Ayt ucnonb3osate SALSA MLPA KIT ME028-B1
(MRC-Holland) wnu guarHocTuyeckue KOMMNEKThI
Lpyrux Npou3BOAUTENEN, KOTOPbIE COAEPXaT 30HAbI,
cneunguyHble 4na pernoHa 15q11-13 [6].

Ta6nuua 3. MonekynsipHo-reHeTU4YeCcKue MeTo4bl AUAarHoCTUKKN cuHapoma AHrenomaHa [9]

[eHeTnyeckne mexaHusmbl AS

MpoueHT 60NbHbIX
c Ab, fnarHos Ko-

MeTogbl Oeneymnsn OTuO0B- HapyweHnne MyTauus Oeneuus, TOPbIX MOXET ObITb
ncenejosaHuna 15q11.2- ckas fu- UMMPWH- reHa gynavkaumsa BepUdULMpOBaH
q13l comus TUHTa UBE3A reHa UBE3A  AaHHbIM METOJOM
nccnefoBaHua
AHanu3 AHK- X X X ~80
METUIMPOBaHNSA
MS-MLPA X X X ~80
FISH-aHanus3 ¢ D15S10 ~ 68
n/vm c 3oHg0M SNRPN
CMA X X ~ 68
Jetekuma UPD npu ~7
MOMOLLY NOMMMOPHHBIX
mapkepos AHK
Onpegenexvie geneummn X ~3
AS-SRO
CekBeHupoBaHue reHa X ~11
MBE3A
OnpegenexHvie Hannuusa X Penko
Jeneuun, fynavkauum
MBE3A reHa
PucyHok 1. AnropuTtm ob6cnefoBaHns 60nbHbIX CAS [4]
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Mpyn nposefeHNM MOJIEKYIAPHO-TEHETUYECKO-
ro o6cnefoBaHNa NauuveHToB ¢ AS peKoMeHayeTca
MCnosib30BaTh MOCMEA0BaTe/IbHOCTL 1abopaTopHO-
ONArHOCTUYEeCKUX [OeWACTBMIA, NPeACTaBleHHYIO Ha
puc. 1

lNpeHaTanbHaa fnarHocTuka

MpoBefeHWe npeHaTaibHOW AMArHOCTUKW PEKO-
MeHAYeTCs B C/y4dasdx MOJEKYNAPHO-TeHeTUYECKOro
noATBepXaeHnUsa AS y npefblayLlero pebeHka B CEMbE.
OcobeHHOe 3HayeHMe npeHaTaNbHas [AMarHOCTUKa
MMeeT B C/y4asx C BbICOKUM PUCKOM POXAeHus pe-
6eHKka ¢ AS — npu OTLOBCKOA ANCOMMUM MO XPOMO-
come 15 c TpaHcnokauueid, HecbanaHCUPOBaHHOWA
TpaHcnokauuneid xpomocomsl 15, geneuun MMNPUH-
TUHIOBOro ueHTpa. AHanus AHK npoBogdaTt B KneT-
Kax buonTara Xop1oHa unum amHuouuTax. Hekotopble
KMHUYeckmne nabopaTopum K3-3a OTHOCUTESILHOTO
rMNOMeTUAMPOBAHUA MNALEHTAPHbIX K/ETOK npej-
NnoynTaloT UCMONb30BaTb aMHUOUMTBLI ANs MpoBeje-
HUA aHanm3a metunuposaHus A HK B npouecce npe-
HaTanbHOro TecTupoBaHua. OCHOBHLIMW METOLAMMU
MONEKYNAPHO-TEHETUYECKOr0  UCCNefoBaHUsA  Mnpu
MPOBeAEHUN NpeHaTanbHON AuarHocTuknm AS ABns-
totca FISH, CMA, aHanu3 meTtunuposaHua JHK,
MS-MLPA 1n meTofbl OGHapY>XXeHWUs OLHOHYKJIeO-
TUAHbIX NofiMMopgM3MoB [9].
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A3 «[JHinponeTpoBCbKa MeAnYHa akajemia MiHictepctBa
OXOPOHW 340POB'A YKpaiHu»

CUHAPOM AHTENbMAHA
YacTmHa 2 (kniHika Ta giarHocTtunka)

Pestome. Y cTaTTi npeacTaBfieHi OCHOBHI K/iHIYHI NposiBu
cuHapomy AHrenbmaHa (J16). CTaTTs MICTUTbL Cy4yacHi faHi
npo 0cob6aAnBOCTI (i3UYHOro, IHTENEKTYanbHOro, MOBHOMO
Ta CTaTeBOro po3BUTKY xBopux 3 J1b. MpegcTaBneHi faHi npo
B3aEMO3BA30K KNiHiYHUX 0cob6amBocTeii JIb i3 xapakTepom
reHeTUYHMX MOPYLUeHb. Y CTaTTi HafjaHi KNiHiYHI KpuTepii
[IarHOCTUKM CMHAPOMY AHrenbMaHa 3 ypaxyBaHHAM 4acToTu
3yCTPiYaEMOCTi OCHOBHUX KNiHIYHMX 03HaK. ABTOpamMu po3-
rNAHYTO LiNbOBE MNPU3HAYEHHA MOMEKYNAPHO-TEHETUYHNUX
aHanisiB, BMKOPWUCTOBYBaHWX NS Bepudikauii giarHosy Ta
BM3HAYeHHS FeHeTUYHOrO MexaHismy J1b. CTaTTa MicTUTb an-
ropuTM n1abopaTopHO-AiarHOCTUYHMX Aill NpoBefeHHS Moe-
KYNSPHO-FeHeTUYHOr0 06CTEXEHHS nauieHTiB 3 J1B.
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AbaturovO.Ye., Petrenko L.L., Krivusha O.L.
Sl«Dnipropetrovsk MedicalAcademy of Ministry of Health
of Ukraine», Ukraine

ANGELMAN SYNDROME
Part 2 (Clinical Picture and Diagnosis)

Summary. The article presents the main clinical manifesta-
tions of Angelman syndrome. The article contains current data
about the features ofthe physical, intellectual, verbal and sexual
development of patients with Angelman syndrome. There are
shown the data of the relationship of clinical features of An-
gelman syndrome with the nature of genetic disorders. The
article presents the clinical criteria for diagnosis of Angelman
syndrome in view ofthe incidence ofkey clinical signs. The au-
thors reviewed the intended use ofthe molecular genetic analy-
sisto verify the diagnosis and determine the genetic mechanism
of Angelman syndrome. This article contains the algorithm of
laboratory and diagnostic methods for molecular genetic exa-
mination of patients with Angelman syndrome.

Key words: Angelman syndrome.
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