CuHapom
AHrenbmaHa

[NogrotoBuna:
CTyneHTKa 4 Kypca 5 rpynnbl neanatpuyeckoro doakynsreta
CobiconsatnHa Mapusa BnagucnaBoBHa



CuHapoMm AHrenbmaHa - reHeTudeckoe 3aboneBaHue, Ons
KOTOPOro  XapakTepHbl MNCUXMYeckas 3adep)xka  pasBUTUS,
CYOOPOXHble MNPUNagKkn, HapyLUEeHUSs1 CHa, XaOTUYHbIE ABUKEHUS
PYK, YacTbI CMEeX N NPaKTUYEeCKN NOCTOSAHHASA ynblOKa.

BctpevaemocTtb 1:20 000
Kapuotun 60/1bHbIX C CUHAPOMOM AHrenbmaHa — 46 XX unu XY, 15p-.
[poaonKutenbHoCTb Xn3Hu 20-50 net
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SUNKEN NASAL BRIDGE

PUFFINESS ARCUND
THE EYES

CAN STILL SEE THE
EPICANTHAL FOLD
(EYE LID)

BLUE EYES WATH
A STARRY PATTERN

LONG UPPER LIP LENGTH
(PHILTRUM)

SMALL AND WIDELY o -
SPACED TEETH T

WIDE MOUTH
(EAR TO EAR SMILE)

PROMINENT
LOWER LP

SMALL CHIN

1)Bnanas
nepeHocuua
2)punyxnocTtb
rnas

3)MoXHO yBUaeTh
ANUKaHTarnbHYI0
CKIaaky
4)['onybble rnasa
5)dNnHHBbIN
rybHom xernobok
6)LUnpoknn pot
(Ynbibka go ywen)
7)BbloatoLlascs
HWXHASA ryba
8)ManeHbknmn
nonbopoaok









*CMHOPOM Ha3BaH B 4eCTb
Fappum AHrenbmaHa,

OpuUTaHCKOro [OEeTCKOoro Bpaua,
KOTOpbIn B 1965 rogy onwucarn
cnydau gaHHoro 3abonesaHus y
Tpex ManeydukoB. [lpuctynbl
6ecnpMYnNHHOIO CMeXa,

aepraHasi noxoaka MapMOHETKU
N BCerga cyacTnmBbI BHELLUHUN
BUAO BbI3biBanuM y AHrenbmaHa
accoumauumio ¢ Haxoasaweuncs B
My3ee  BepoHbl KapTUHOWN
«ManeMmk —  MapUOHEeTKa»,
NO3TOMY CUMHOPOM WM3HA4YamnbHO
Obin  HasBaH «CuUHAOPOMOM
CYaCTIIMBON MapUOHETKN».




dopmbl

*BHOBbL BO3HMKLLEN XPOMOCOMHOW MyTaLMen, KoTopas cBs3aHa C norepen
yyYacTKa XpOMOCOMbI B flokyce 15 q11 — ql13 . [laHHas myTauuma — npuynHa
OKoJ10 80 % BCeX crnyvaeB 3aboneBaHus.

*OQHOOTLIOBCKOW OANUCOMMEN, KOTOpAs CBA3aHa C NoTepen MaTepUHCKOro
NoKyca (OTCyTCTBME reHeTUYeCKoro marepuana marepu). [laHHbI BapuaHT
BCTpeYyaeTcsa penKko (OKomno 5% Bcex criydaesn).

«[ledoekTOM pgana reHoB, NoABEPXKEHHbIX rEHOMHOMY MMNPUHTUHLY ([TU).
[OaHHble pedekTbl BO3HUKAKT Yy 2-4% OOmnbHbLIX B pesynbrarte
HenocpeaCTBEHHOMO  HapyLUeHUs UMMNPUHTUHIA (pasnunymng B
npeobpasoBaHun nHdopmMaunm reHa B 6enok nnn PHK, koTopbie 3aBucaT
OT NpPoUCXoXaeHunsa reHa). Yawe Bcero Bo3HMKaET B peaysnibraTe yTparhl
ueHTpa perynsauum . Oedoektol [N ©e3 yTpaTbl UeHTpa perynsyum
ABMNATCA pe3ynbTatoM CMNOHTaHHOW MyTauuW, NOBTOPEHME KOTOPOWU —
bonbLlaa peakocTb.

*CNOHTAHHOM MYyTauuMen MaTepUHCKOW KOonuu, KOTopas Bbl3bIBAET
OTCYTCTBME npeobpasoBaHns B Mo3re Konuum reHa UBE3A. [daHHbIWM reH
KoOUpYyeT AeATESNIbHOCTb YOUKBUTUHIUIa3bl (PepMEHT, y4yacTBYOWNN B
CINOXHOM npouecce pacnaga 6enkos). Oeduunut gaHHoOro dpepmeHTa
OTHOCWUTCS K MONEKYNAPHbIM MeXaHn3MaM CUHApOoMA.



[ eHeTn4yeckmne mexaHm3mbl

Angelman syndrome : Genetic mechanisms

P M P M P P p

90 90 0O ég 00

15913

O U o o © O U o
Normal Maternal Paternal UBE3A Imprinting
deletion UPD Mutation Defects

(65-75%) (3-7%) (5-11%) (3%)



Buabl cumnTOMOB

dusnyeckune CMMNTOMbI HeBpanqueCKMe CUMIMTOMbI NMcuxonornyeckue CUMNTOMBI

MpoGnembl co 3peHMeM: Kocornasue, NaTHa B
panyKe rrasa, aTpogus 3pUTENbLHOIO
Hepea.

AddekTnBHOE NOBEAEHUNE (CHACTNUBbIN

oXaLLlme OBMKEHUS KOHEYHOCTAMMN N
Apoxatuve A BHELLHWI B1a, Apyxenobue).

LLnpoknin poT, BbiNnsiunBaHUe si3bika
(cTaHOBUTCS 3aMETHO B Bo3pacTe 12 Pa3nunyHble paccTponcTea cHa. YMCTBEHHasi OTCTanoCTb B TAXKENOW dopme.
MecsILIEB).

Mpunagku (Yalle BCero OHW Ha4YnHalTCS B
TPEXNETHEM BO3pPAcCTe, N UX TAXKECTb
CHWXXaeTCs NULLb NO Mepe B3pOCIeHuns).

He6onbLuol pa3vep ronosbl, a Apyrue 4actu
Tena HopmaribHble.

OcHo8HbIe XxapaKmepHbIe CUMIMOMbI
cuHOpoma AHeenbMaHa
[pOsI8ISOMCS 8 8o3pacme 6 -12
Mecsues

MMnonurmeHTaums, a B OTAENbHbIX CryYasx
ansbuHU3Mm.

PaccTporictBa KOMMyHMKaLUN.







KnnHnyeckas

CuMNTOMBI, XapakTepHble AnAa 100%
OONnbHbIX

Tspkenas pyHKUMOHanNbHas 3agepkka
passuTus.

[NoBegeH4yeckne OTKIOHEHUSA: YacTbIn
OeCnpuYUHHBIN cMmeX (yrbibka),
CYacTnMBOE COCTOsSIHNE, BbICcTpas
BO30YAMMOCTb, NITOXO KOHLEHTPUPYIOT
BHUMaHUS.

PaccTpocTBO MOTOPHbIX PYHKLMM,
HapyLleHne OBWXEHWs], paBHOBECUS,
Tpemop.

MpeBocxoacTBo HeBepbHaribHbIX HABLIKOB
Hag BepOanbHbIMK.

HapyweHune peyeBbIxX YHKLMWNA.

CumnToMbl, nposBnsiowmecs y 80%
OOnNbHbIX

3agepxka, HenponopuMoHanbHoe
yBenu4yeHune ronosbl, B 60MbLIMHCTBE
crny4vaes NpuBoAsLLEe K NOABIEHNIO
MUKpoLedanuu.

MNpucTtynel cygopor (Yalle Bcero o 3 net).

AHoMmanbHble pesynbratbl A3
(anekTpo3aHuedanorpaMmmsl), OTNNYAKTCA
NOBbILLEHHOW aMMNANTYO0N 1 BpEMEHHas
OWHaMUKa BOIMTH HNU3KOrO YPOBHS.

XapakTepucTuka

CumMmnTOMBbI, BO3HMKalowWwme y 20 - 80%
OONbHbIX

Kocornasue, runonurMeHTaumst Koxu un
rmas.

Mnoxoi KOHTPOMb ABMXEHNS A3bIKa,
nNpobnembl C rMOTaHNEM U COCaHUEM.
MMnepakTUBHbIE CYXOXUIbHbIE
pedonekcsl.

Mpo6nembl ¢ NUTaHWEM U CHOM B paHHEM
AeTcTee.

YacTble CoHOTEYEHWS, BLICYHYThIN A3bIK,
MOBbILLEHHAs Xaxaa 1 yCUNeHHble
»KeBaTernbHble OBUXEHUS.

[1nockuin 3aTbIiNoK UNK rnagkue nagoHu.






[lnarHocTumka

 [eHeTUYeCKUN aHanna, Npu KOTOpom ncecrnepyetcs 15
XpOMOCOMa;

« 33[", N03BONAIOLLYIO BbISIBUTb Crieuuduyeckme ans 4aHHoro
3aborieBaHNA XxapakTEPUCTUKN;

* MPT n KT, KoTOpble No3BONAIT B OTAEMNbHbLIX ClyYasixX BbIABUTb
aTpoduto bonbLluMX nonyLwapun (Habnogaetca 'y 33 %),
HeWpoHarbHbIE reTepoTonmu (CKonneHne HEUMPOHOB B
aHoManbHbIX MecTax), paclumpeHne cunbBNEBLIX OOPO3A,
aTpodpmio MO3XKeUKa, 3a4epPXXKy MUennHu3aumu.



[ eHeTn4ecknm aHanms

* LinToreHetnyecknin metopn FISH (MeToa drnyopecLeHTHOM
rmoépuansaymu in situ). NMNo3BonNsEeT BbISIBUTL B 0Opa3Le TKaHW
cneundgunyeckne MPHK n yctaHoBUTb OCODEHHOCTM 3KCMPECCUN FEHOB.

* AHann3 metunmnposaHusa JHK B pernoHe 15 q11—ql13 (npoBoauUTCA Npu
MOMOLLIN XMMUYECKOU MOOUUKaLMN LUTO3UHOBLIX OCHOBaHUN (MOXeET
gaTb NOXXHOMOMNOXNUTENbHbIW pesdyneTar), MeTun-cneundguydHon MNUP,

NCYNbMUTHOIO CEKBEHNPOBaHUA, UMMYHOMNpeLunuTaLumnmn 5
meTunuposaHHon [JHK, ncnonb3oBaHUsS MUKPOUYMMOBBLIX TEXHOMNOMMNA U

ap).

* AHanu3 mytaumm UMMNPUHTUHIOBOIO LieHTpa. OTOT aHanu3 BKovaeT
TECT, KOTOPbI/ NO3BONAET BbIABUTbL aHOMallbHOE METUNNPOBaHUE
npoMoTOopHOW obnacTtu (nocnegosaTenbHocTM Hykneotuaos OHK,
KOTOpble HeobxoaMMBbI OS5 Havana TpaHckpunumm) reHa SNRPN,
MUKpOCAaTENNUTHbIN aHann3 NoKyCcoB ANF pa3rpaHnyeHuns yTpaThl
y4YacCTKa XpOMOCOMbl U O4HOPOANTENLCKON OUCOMUN.

* AHann3 TOYKOBLIX MyTauuin reHa UBE3A npu OTCYTCTBMW HapyLUEHUS
METUNNPOBAHUSI.

* Y HebonbLUOW rpynnbl Nogen (OKono 7% 60MbHbIX) NPU HanUyYuu
BHELLIHUX NPOSIBNEHM CUHAPOMa AHrernbMaHa pe3yrnbTaTbl aHanmM3oB
HE OTKIMOHSAIOTCS OT HOPMBbI.



JleueHue

* JleyebHble MeponpuAaTnAd, Hanpasii€HHble Ha NMoBbILLEHNE Ka4eCTBa XU3HU 60]'IbeIX,
BKJTHO4aAlOT:

* [lpoTBOANUIIENTNYECKYIO TEpanuio. B 3aBMCUMOCTN OT KITMHNYECKOW KapTUHbI
NPUMEHSIOT BanbnpoaTthbl, 6eH304nasennHbl nmn nx KomobmnHaumto, Tonupamar um
JTamoTpuakmnH B KOMOMHaumm ¢ BanenpoaTtoMm. [Npun Hannunm ondpdy3Hbix pa3psaos
Ha Q3[ 1 cTaTyce abcaHcoB — OTocykcumug,. icnonb3oBaHne PEHUTONHA,
kapbamasenuHa, okckapbasenunHa u BurabatpuHa B MOHOTepanuu NpoTMBOMNOKa3aHo
N3-3a BO3MOXHOIO yCUIeHNA NPUCTYMOB.

* [Toabop nHanBMAyanbHbIX 003 ceaaTUBHLIX NpenapaToB Afs yryyleHus cHa.
* Maccax n pusnoTtepanuio npu rurnoToHyce.

» 3aHATUSA C 4edEKTONIOroM U fioroneaom, NpMMeEHeHNe pa3BuBatoLLMX METOAMK.
» Koppekumnto noBeaeH4YeCKnX HapyLLEHWUN.

. PgGeHKa C cuHAPOMOM AHrenbmMaHa Hy>kHO 0by4yaTb HeBepbanbHbIM CpeacTBam
oOLLEeHUS.

* [lepcnekTmBbl pa3BnTUS DOSbHbLIX AETEN 3aBUCAT OT CTENMEHU NOpaXkeHns
XpomMocoMmsl. [Mpu myTaumnsax mMHorme 6onbHbIE CNOCOBHBI MPUOBPECTU HABbLIKK
camoobCcrnyXXnuBaHug, pedb passuTa Ha NPUMUTUBHOM YpoBHe. [pu yTpaTte yactu
XPOMOCOMbI YacTb 60MbHLIX BCeraa byaeT Hy>XaaTbCs B yxoae, pedb BOoOLLE He
pa3BnBaETCS.



[TpodomnnakTunka

* [lockonbKy cuHOPOM AHrenibMaHa 4acTo BO3HMKAaET B pe3ynbsraTte
CMOHTaHHbIX MyTauunm WM pgeneunm (PUCK NOBTOpa He
npesbillaeT 1%), npodunakTnka saborneBaHUda 3aKknyaeTcsa B
OLleHKe pucCKa poxaeHua pebeHka ¢ gaHHbIM 3aboneBaHuEM U
TpebyeT KOHCynbTauum npodeccmMoHaribHOro reHeTuKa.
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CNACUBO 3A BHUMAHUE &




