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CHAPOM AHIE/IbMAHA.
Hactb 3
(AntbhepeHUunanbHas gnarHoctTuka unedeHue)

Pestome. CTaTbs noceslleHa npobneme avddepeHUMaibHON AMAarHOCTYIKN W neyeHnst 60MbHbIX C CUHAPOMOM
AnrenbmaHa (A8). MNpeacTasneHbl HanboNee YacTo BCTPEYAIOLLMEC CUHAPOMbI, UMELOLLMe cXoaHble ¢ AS de-
HOTUMNUYECKME NMPOSBNEHNS, NPUBELEHbI OCHOBHbIE AUtithepeHLMaibHble 0TMYMA A8-NOJ0BHBIX CUHAPOMOB C
yKa3aHWeM NpUYMHHO-3HAYMMOTO reHa. BoMbluoe BHUMaHWE YAENeHO OCHOBHBIM HANpaBieHWAM feyeHns 60/b-
HbIX C CYHAPOMOM AHreslbMaHa: OpraHv3aLumn pe>kuma, NoCMHAPOMHON Tepanuu, OKasaHWio NCUXON0TMHECKON,
7IOroneauYecKoii, OpTONeaMYeCKoi NoMoLLY, TPyA0Tepanuy, MePONPUATUAM, HanpasieHHbIM Ha COLMaNnbHY0
aganTaumio. CTaTbs COAEPXUT HOBEMLLYIO MH(POPMALMIO O COBPEMEHHBIX MPOrPECCUBHbBIX HAMPABNEHNAX Me-
[VKaMeHTO3HOr0 ynpasneHus AS. s onTyMM3aLmMm AMarHoC TUYECKOrO 1 TepaneB TUYeCKOro NPOLEeccoB Npu-
BeEeHbI fjaHHbIe 0 MEXKAYHAPOAHbIX (POHAAX CMHAPOMA AHTeNlbMaHa.

Kntoyesble crosa: CnHApPOM AHrefnbmaHa.

AnddhepeHunansHasa guarHoctmka
CUHpomMa AHrenbmaHa

AndhdepeHunanbHas gnarHoctuka cuHapoma AH-
renbmaHa (AS) NpoBOAUTCA C pas3IUYHbIMU CUHAPOMA-
MW, KOTOPble UMetoT PEHOTUMNYECKUN NOXOXKME NPOSAB-
neHusa (Taén. 1) [32, 43].

CuHgpom TuTTa — Xonkuuca (Pitt-Hopkins
syndrome, PTHS; OMIM #610954). ¥ 601bHbIX C
[aHHbIM CMHAPOMOM OTMeYalTCs 3aZepXKKa pasBuTus
peun ¢ YyMCTBEHHOI OTCTaNOCTbiO, MUKpOLedanms, cy-
[OpOru, WMPOKWIA POT, BeCENbI HpaB. OTANYNTENLHONA
0COBEHHOCTbLIO ABNAETCA BO3HUKHOBEHME 3Nn30Mye-
CKMX MapOKCU3MOB FMNEPBEHTUAALNN U/NAN 3a0epXK-
KW OblXaHua BO Bpems 6ogpcTBoBaHus (y 55—60 %).
B ocHOBe nexat MyTauumu reHa TPaHCKPUNLMOHHOIO
(hakTopa 4 TCF4 [4].

Mpoasnenus cuigpoma KpuctuaHcoHa (Christianson
syndrome, MRXSCH; OMIM #300243), u1 cuHgpoma
X-cuenneHHO MeHTalbHON peTapfauum, MoryT Hano-
MWHaTb peHoTUN AS. Tak, An1a 601bHbIX C CUHAPOMOM
KpucTunaHcoHa XapakTepHbl YMCTBEHHAas OTCTa/10CTb,
HeMOTa, MOCTHaTa/lbHas MUKpoLehanus, atakcus, rm-
NepKnHe3bl, CYA0POXHbIA CUHAPOM, BECENblili HpaB. B
OCHOBe 3a00/1eBaHMA NeXaT MyTaLun reHa KaTUoH/npo-
TOHHOro aHTunopTepa 6 SLC9AG (solute carrier family 9,
subfamily A (NHES, cation proton antiporter 6), member
6). Tvn HacnefoBaHNA —X-CLENNeHHbIR [34].
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Y 60/bHbIX C cuHApoMoM MoyaTa — BunbCoH
(Mowat-Wilson syndrome, MOWS; OMIM #235730),
Kak 1 y niny ¢ AS, HabnogalTca YMCTBEHHas OTCTa-
NOCTb, MUKpouedanus, 3NUAENcus, OTKPbITbIA PoOT,
BbICTYNaKOLWNiA 3a0CTPEHHbIA NOA6OPOACK, CYACT/IU-
BOe BblpaXXeHue mua. OTANYUTENbHBIMU NPU3HAKaMMK
ABMAKTCA TMNEPTENOPU3M Na3HbIX A6/10K, cxopslle-
€Cs KOCorasue, 3aKpyrieHHbI KOHYMK HOCa 1 MoBep-
HyTas Ha3aj ylWwHas pakoBuHa. Pa3suTtune 3abonesaHus
0bycnosneHo myTauusmm reHa ZEB2 (zinc finger E-box
binding homeobox 2) [2, 13].

Yy 60/bHLIX € cuHapomoMm  Kabyku
syndrome 1; Kabuki make-up syndrome; KMS; OMIM
#147920), wnn cuHgpomoMm Hunkasa — Kypoku
(Niikawa-Kuroki syndrome), HabnwogaiTcs npusHa-
KK, 611M3K1e K NPOABAEHUAM AS: Nerkuin unn ymepeH-
HbI UHTENNEKTYaNnbHbIA 4enUnT, 3aepXKa peYeBoro
pPa3BUTUA, MbllLeYHAA TMNOTOHUSA, HapyLEeHNs ayTu-
CTUYECKOro CNeKTpa, anuiencus, HapyLleHus Koop-
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OVHauMM, MOTOPHasA HeNnoBKOCTb. OTANYMTENIbHbLIM
(heHOTUNUYECKUM Npu3Hakom KMS aBfiseTca BbIBOPOT
natepanbHO YacTW HUXXHErO BEKa, YTO BMECTe C apKo-
obpasHbIMX 6pOBAMY MpuAaeT MaLMeHTaM CXOXeCTb
C akTepamy AanoHckoro Teatpa Kabyku. Y 60/bHbIX
TaKXe O0TMeyalTCd MUKpouedanus, runepTenopusm
rnasHblX 9610K, A/IMHHbIE TNa3Hble Wenu, AIMHHbIE U
rycTble PeCHULbIl, CM/IOLWEHHBIA U WNPOKUA KOHYMK
HOCa C BbIBEPHYTLIMW BMepes HO34PAMU, FOTUYECKOE
He60, rMNOfOHTNSA, LUNPOKME MeX3Y6Hble MPOMEXYT-
Kn. CUHAPOM accoummnpoBaH ¢ MyTaLuaMmn reHa rucTo-
HoBol meTunTpaHchepasbl KMT2D (lysine (K)-specific
methyltransferase 2D) 1 reHa rMCTOHOBOI AeMeTWNa3bl
KDMBGA (lysine (K)-specific demethylase 6A) [5, 16].

KnnHn4YecKmne NposBieHNa y TMLaXKeHCKOro nonac
AS MoryT HanoMuHatb cuHgpom PeTTa (Rettsyndrome,
RTT; OMIM #312750), gns KOTOPOro XapakKTepHbl
npuobpeTeHHas MuKpouedanusa, Taxenas 3ajepxka
peyeBoro passuTus, cygoporu. OgHaKo Npu CUHAPO-
Me PeTTa y 60/1bHbIX HET MPOABAEHNI «CHACTIMBOCTU».
PerpeccupoBaHne yMCTBEHHOrO pa3BUTUSA Y HUX Ma-
HuecTmpyeT nocne 6—I8 MecsALLEeB XXU3HU U CONPOBO-
XAaeTca MpucTynamm Kpuka, njava, 6e3yTeliHoCTH,
MaHWKKW, ayTUCTUYECKMMMW paccTpoiicTBamu. Inu3o-
[LMYecK/ BO3HUKAET anHo3 M MPOrpeccupyeT anpakcus.
3aboneBaHue CBA3AHO C MyTauusMWU reHa METUJICBA-
3blBatoLlero npotenHa 2 MECP2 (methyl CpG binding
protein 2). Tun HacnefoBaHus — X-cuenneHHblli [12].

CvHAPOM ay TOCOMHO-PeLeccBHON MeH T albHOl pe-
Tapgauun 38 (mental retardation, autosomal recessive
38, mRt38; OMIM #615516), nnu cuHgpom fedu-
unta HERC2, nposBnsetca 3afep>XKO yMCTBEHHO-
ro, MCUXMYeCKOro, pPeyeBoro, MOTOPHOrO pa3BMTUA,
a TakKe couuanbHbiX PYHKLUMA. Ons gaHHOW rpynnbl
60/IbHbIX XapaKTepHbl: MblLIeYyHasa rMnoTOHNA, 3aTpyL-
HeHWs BCKapM/IMBaHWA Ha MepBOM TOLY XW3HW, Hapy-
LLIeHWA ayTUCTUYECKOro CNeKTpa, NPUCTYMbI arpeccum,
YNeHoBPeaUTENbCTBA, UMMNYNbCUBHOCTb. OTANYNTESb-
HbIM MPU3HAKOM fABASETCA rony6oi LBeT pagyXHoi
060/104KkK. 3abosieBaHME accoOLUMPOBAHO C FOMO3U-
rOTHOI MucceHc-myTayueid reHa HERC2 (HECT and
RLD domain containing E3 ubiquitin protein ligase 2)
[38, 43].

JedmunT  ageHuncykuymHasbl  (adenylosuccinase
deficiency, ADSLD; OMIM #103050) no knnHuue-
CKUM MNPOAB/IEHNAM O04YeHb 6AM30K K (heHOTUNy AS.
BbipaxeHbl HapyLlleHWs ayTUCTUYECKOro ChekTpa,
BK/IOYAs M3beraHme KOHTaKTa B3rnsa4oM «rnasa B rna-
3a».  OTNMYMTENIbHbIMU OCOBEHHOCTAMMW ABNAKOTCA
yMepeHHas Mukpouedanus, paxuuedanns, naockui
3aTbl/IOK, METOMMYECKUI LLOB, pacxXoasLleecs Kocorna-
31e, ManeHbKUIA HOC C BbIBEPHYTLIMU HO34PAMU, TOH-
Kas BepxHss ry6a, LWMpOKWiA POT U HU3KO NOCaXeHHbIe
YLWIHbIE PAKOBUHBI. [InarHo3 BepuuunpyroT Ha OCHO-
BaHWW OnpefeneHns CyKLMHUN-aMMHOMMINAa30/1-Kap-
6okcammpaa puoosmaa (SAICAr) n cykKunMHUNALeHOo3un-
Ha (S-Ado) BO BHEKNETOUHbIX XUAKOCTAX (CbIBOPOTKA
KpPOBW, CMMHHOMO3roBas XXW4KOCTb Uan Moya). B oc-
HOBe 3a60/1eBaHNA Nexar MyTauum reHa afeHUNCyKuu-
Ha3sbl (EC 4.3.2.2) ADSL (adenylosuccinate lyase) [23].

Ne 7 (67) » 2015

Ha gonomory negiatpy / To Help the Pediatrician

Cungpom pynamkaumm reHa MECP2 (MECP2
duplication syndrome) HabnwogaeTcs TONbKO Yy nuL,
MYXXCKOT0 Nnofa, Yy KOTOpPbIX OTMeYatTCAa MblLieyHas
rMNOTOHMA C paHHero BO3pacTa, TAXenasa YMCTBEH -
Haf OTCTaNoCTb, BbIP@XXEHHOE OTCTaBaHWe PeyeBoro
pasBuUTUA BMIOTb 4O OTCYTCTBUA peyu, HapyLlUueHus
ayTUCTMYeCKOro Cnekrtpa, anwuiencus. B oTnmuue ot
AS gnsa cuHapoma gynnukauum reHa MECP2 xapak-
TEPHbI NMpOrpeccuBHas cnacTuyeckas muonarus, pe-
ungusupytouine uHpekunn. 3abosieBaHWe CBA3AHO
c aynnnkauumn reHa MECP2. BoNblWMWHCTBO Cny4aes
HacnegyTca no X-cuenaeHHoMyY TUNy, 04HaKo 6binn
OOKYMEHTUPOBaHbl M de novo MyTauuu (crnopaguye-
cKue) cnyyau [36, 39].

CWHAPOM ayTOCOMHO-AOMWUHAHTHON MeHTanbHoM
peTapgauumn 1 (mental retardation, autosomal dominant
1 syndrome; MRD1; OMIM #156200), cMHAPOM NCeB-
L00-AHresibMaHa, WanM CUHAPOM [Jefeununt XpoMOoCOMbI
2023.1, n cuHApPOM JynavKauum Xpomocombl 2923.1 mo-
ryT npossnatbed AS-nofobHbIM (eHoTunom. Ho y
JOaHHbIX 60NbHbIX UAEHTUDULMPYETCA HApPYLUEHNe No-
KyCca XpoOMOCOMbI 2023.1, B KOTOPOM PaCMoJiIOXeH TreH
MeTuncBA3bIBaKoLLero npotemHa 5 MBD5 (methyl-CpG
binding domain protein 5) [28—30].

Cungpom KnudpcTpa (Kleefstra syndrome, KFS;
OMIM #610253), nan cMHAPOM fefielin XpOMOCOMbI
9034.3, UMeeT KNMHUYECKNE MPU3HAKMK, CXOXKe C Ta-
KOBbIMU Mpu AS. Y 60/bHbIX OTMEYATCA YMepeHHas
NN TsXKenasa WHTeNeKkTyanbHas HefoCTaTOYHOCTb C
MUHUMAlNbHbIM Pa3BUTMEM Peyun, MbllleyHasd rmnoTo-
HWA, 0CO6EHHO B paHHEM [eTCKOM BO3pacTe, HapyLue-
HWA CHAa C YacCTbIMW NPOBYXKAEHUAMMN HOUBIO UK NOL
YTPO, HapyLEeHNs ayTUCTUYECKOro CrnekTpa, runepak-
TUBHOCTb C AeULMTOM BHUMAHMWA, MOTOPHas HemoB-
KOCTb, aTakCufi, NPUCTYMbl CYAOpOr. XapakTepHbIMU
npossaeHnamMmu KFS cuntaloT: runonnasunio cpegHei
yacTu fiua, NA0CKOe NN, TMNepPTeniopnsM rnasHbIX
A610K, CMHOMPM3, KOPOTKUIA B3AEPHYThLI HOC, Mpo-
FHaTU3M, BbIBEPHYTYIO HUXHIOKO MACUCTYIO ryby, npu-
OTKPbITbI/ POT, NPUCTYNbI ayTOAr PeCCUX 1 arpeccuBHO-
ro nosefeHus. B ocHoBe 3ab60n1eBaHNA NeXUT genewms
pernoHa g34.3 Xxpomocomsbl 9, rae pacrnonoXeH reH ru-
CTOHOBOI MmeTunTpaHchepassl EHMT1 (euchromatic
histone-lysine N-methyltransferase 1) [24].

JeTun c cuHgpomom CmuT — Marenuc (Smith-
Magenis syndrome, SMS; OMIM #182290), unn cuH-
LPOMOM feneunm XxpoMmocomMbl 17p1l.2, yxke Ha Nnepsom
rogy oTcTatT B ()M3MYECKOM M NMCUXOMOTOPHOM pas-
BUTUW. B nocnegytowem y HUX HabnofaeTcs UHTenN-
NeKTyanbHas HefoCTATOYHOCTb, 3aJep>kKa peyesoro
pa3suTuAa (6onblle cTpafaeT MOTOPHAdA, YeM CeHcop-
Has peyb), CYAOpOru, HapyLleHune cHa (O4YeHb paHHee
Npoby>KAeHne W BblpaXKeHHasd COH/IMBOCTb B Teye-
HWe [HA), PpaccTpoiicTBa ayTUCTMUYECKOro CreKTpa.
CneyndurueckumMun npusHakamy eHoTuna ABNATCA
NA0CKOE LWMPOKOEe N0, TMNoNaasna cpefHei yactu
AUUa, BbINYKAbI/ 106, NPUOTKPLITLIN poT. s naum-
€HTOB XapaKTepHa MHBePCUA CYTOYHOTO pUTMa cekpe-
UMM MenaToHWHa, ayToarpeccus. B ocHose 3a6onesa-
HUA NeXWT feneumsa pernoHa pll.2 xpomocombl 17,
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e pacronoXeH reH npotemHa 1, MHAYLUPOBaAHHOTO
peTuHoeBoli kKncnotoi, RAIL (retinoic acid induced 1)
[1, 3, 15].

CuHgpom KyneHa — pe ®dpusa (Koolen-De Vries
syndrome, KDVS; OMIM #610443), nnv cMHApOM fe-
neunun xpomocombl 17921.31, ran/sioHeL0OCTATOYHOCTU
reHa KANSL1, nposBniseTcs MbILEYHON rTMNOTOHWEN,
YMCTBEHHOW OTCTaNOCTbHO OT JIErKOW [0 YMEPEHHOW
CTeMeHn THKECTW, 3aLEPXKKON peuveBOro pasBuUTHS,
napokKcusmamu Cyfopor u apyxenwobuem. Y 60nb-
HbIX C cuHgpoMom KDVS HabnopalTes: yaIMHEHHOE
M0, BbICOKWIA 106, 60/IbLUNE OTTOMbIPEHHbIE YLIHbIE
pakoBWHbI, KOCOI pa3pe3 rnasHbiX Lenei, anuKaHT,
rpyLUEeBUAHBIA HOC, BPOXAEHHbIE MOPOKYK cepaua (cTe-
HO3 NeroYHov apTepuu, AedeKkTbl NepPeropoack n 4By-
CTBOpYATbI a0pTaNbHbI KnanaH), rmnepMobuibHOCTb
CyCTaBOB, aHOManuu BOMOC, KOXW 1 3y60B, KpunTop-
XWU3M, rMnocnagms, ny3blpHO-MOYETOYHUKOBbIV ped-
NIOKC. B ocHoBe 3a60/1eBaHNA Nnexar feneLmmn permoHa
021.31 xpomocombl 17, B KOTOPOM pacrnonaraeTcs reu
KANSL1 (KATS8 regulatory NSL complex subunit 1)
[17, 26].

CuHgpom  ®PenaH Mak-fepmug  (Phelan-
McDermid syndrome; OMIM #606232), unun cnHapom
[efeynm xpoMmocoMmbl 22013.3, Takxke xapakTepusyercs

Hanuumem y 60/bHbIX YMCTBEHHON HEAOCTATOUHOCTH,
3a[lep>KKN pa3sBMTUA BNAOTb 40 OTCYTCTBUA peyn, pac-
CTPOWCTB ayTMCTMYECKOrO CMEKTpa, HO B OT/AMYMe OT
CMHApOMa AHrenbMaHa HabMogaeTcsa BblpaXKeHHas
HeoHaTaflbHas rMNOTOHNA, 60MbLUNE MACUCTbIE PYKH,
AucnnacTuyeckme HOrTU U CHYKeHWe akTUBHOCTM No-
TooTAeneHus. MpuynHoin 3abonesaHns ABnsieTcA fe-
neumns 22q13.3 nnm mytauma reHa SHANK3 (SH3 and
multiple ankyrin repeat domains 3) [25, 37].

Mpwn nposegeHUN AndepeHLManbHON AnarHocTu-
KN TaKXe AO/MDKHbI 6bITb YUTeHbl AS-N0J06HbIE CUH-
LpOMbI: CUMHAPOM ranioHegocTaToyHocTH reHa FOXG1
(FOXG1 haploinsufficiency syndrome) [7], cuHLpoM
rannoHegocraTouyHocTu reda STXBP1l (STXBP1
haploinsufficiency syndrome) [11], cuHApOM ranioHe-
jocTaToyHocTun reHa MEF2C (MEF2C haploinsuffi-
ciency syndrome) [31] n cuHapom X -cuenneHHoi anbga-
TanacceMunm U UHTENNeKTYyalbHON HeJOCTaTOYHOCTM
(alpha-thalassemia/intellectual disability syndrome,
ATRX; OMIM #301040) [41].

Tepanua

OCHOBHbIMW HanpaBNeHUAMU NEYeHNUS SBNAKOTCS:
opraHu3aumns pexxmma, NoCMHAPOMHAA Tepanus, oka-
3aHMe MCUXOMOrMYecKon, Noroneanyeckoin, oprtone-

Ta6bnmuya 1. AugdepeHumanbHble oTANUYNA AS-NOLO06HBIX CUHAPOMOB

3aboneBaHne v NPUHNHHO-3HAYUMBIN TeH

AS PTHS MRXSCH MOWS
MNposBneHus
UBE3A TTF4 SLC9A6  ZEBE

ViHTennektyanbHas +++ +++ +++ ++
He0CTaTOYHOCTb

3afepxka peyesoro +++ +++ +++ ++
passuTuA

Cypnoporu +++ ++ ++ ++
HapyleHve cHa +++ ++ ++ ++
3afepxxka MOTOPHOTO ++ ++ ++ ++
passuTuA

'MnoToHna + + + ++
PaccTpoiictBa ayTtu- + + + +
CTUYECKOro crnekrpa

3arpygHeHusa npu + - + +
KOpMIeHUN

CrepeoTuinuu + + - -
ATtakcua + + + -
CuacTtnimsoe Bblpa- + + + +
XeHue (YacTblii um

HEYMECTHbIN CMEX)

'MnepakTMBHOCTb, + + + -
AedrunT BHUMaHUS

AyToarpeccus - - - -
ArpeccrBHOe nose- - + - -
neHve
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CuHgpom
KMS RTT MRT38 ADSLD AYMMKa — \rpx
unn reHa
MECP2
KMT2D, MEBP2 HEBC2 ADSL  MECP2 AATC
KKMEA
++ +++ ++ ++ +++ +++
++ +++ ++ ++ +++ +++
+ e - ++ ++ +
+ + ++ - + -
+ e e ++ ++
+ + ++ ++ ++ -
+ + + + ++ -
+ + + + +
+ + + + +
+ + + + ++
+ + +
+ - + + -
- - ++ -
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[LUYeCKO momoLLu, TpygoTepanus, MeponpusaTus, Ha-
npaBfieHHbIe Ha coumanbHyto agantauuio [20, 21].

OpraHunsaums pexunma u ncmuxonornyeckas
nogaepxka

B nepuoge rpygHoro Bospacta 0co60e BHMMaHue
YAENseTca WHAMBMAYaNM3auuM PeXxnmMoB BCKapMau-
BaHUS rpygpto. MNpu HeaPPHeKTUBHOCTU W3MEHEHUS
TEXHUK T[PYAHOIO BCKapMAMBAHWA pPEKOMEHAYeTCs
BCKapM/IMBaHMWE C UCMO/b30BaHMEM COCKM. MoryT no-
TpeboBaTbCA creuunanbHble COCKW 1 Apyrue cTpaTternu
ynpasfieHns cnaboro nam HecornacoBaHHOIO COCaHMsA
[45]. ¥ peTein cTapwero Bo3pacta Heo6Xxo4MmO opra-
HW30BbIBAaTb XXN3HEHHOE MPOCTPAHCTBO C YYETOM WX
MOTOpPHbIX 0CO6eHHOCTel (6e3onacHas Mebenb, 3pro-
MeTpuUYecKoe pacnonoxeHue mebenu, MHAMBUAYaNb-
Hble N0 hopme M 0C060 yCTOWUMBLIE CTYNbA U T.4.).
OCO06EHHOCTbLIO N0roneAnYecKon NOMOLLLN 60bHbIM C
J16 cunTaloT ee HanpaB/eHHOCTb Ha HeBepbasbHbIe Me-
TOAbl 06LieHuns [45].

MeankameHTO3Hada Tepanus

OCHOBHbIMUW LEeNAMU MeANKAMEHTO3HOTO fleYeHMns
ABNAIOTCA KOHTPO/Ib 3MUAENTUYECKNX NPUCTYNOB, KOP-
PEKLMA pacCTPONCTB CHa M NOBEAEHYECKNX HAPYLIEHWIA.
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JTMonornyeckana repanus

3Trnonornyeckoro neyeHna 16 He cyuecTtsyet. BHa-
CTofLLEee Bpemsa pa3padaTbiBatOTCA HOBbIE JIEKAPCTBEH-
Hble CPefCcTBa, KOTOopble Crnoco6cTBOBaM Bbl YCUIEHUIO
akcrnpeccuu reHa MBE3A. B vacTHoCcTH, CMHTe3MpoBa-
Hbl AHTWUCMbIC/NIOBbIE ONUFOHYKNEOTUAbI, 06YCN0BMIM-
BaloLLMe CHUKEHVE YPOBHSA COAepXaHNa TpaHCKpunTa
MBE3A-ATC. BaKcneprMeHTaNIbHbIX YC/IOBMAX NOKa3a-
HO, 4YTO NPU UX NPUMEHEHWMN YMEHbLLAETCH HEKOTOPbIA
KOTHUTUBHBIN gepnunt [27]. N3yyaroTca MHIMBUTOpLI
Tonousomepasbl Il (TonoTekaH, UPUHOTEKAH, 3TOMO3NS
N gekcpasokcaH/1CHP-187), cHMMalOWwme CainneHCuHr
reHa MBE3A Ha 0TLOBCKO Xxpomocome. [pogemMoH-
CTPMPOBAHO, YTO TOMOTEKAH B HAHOMO/IAPHOM KOHLEH-
TpaLumn MoBbIWAaeT KaTaMTUYECKYH0 aKTUBHOCTbL MpPo-
TenHa MBE3A B HelipoHax Mmbllweil ¢ MBE3A-HyneBoii
Konueli MaTepuMHCKOM XpOMOCOMbI. TONOTEKaH Takxke
noAaB/ifeT 3KCNPeCcCHo aHTUCMbIC/IOBOTO TPAHCKPUNTa
MBE3A-ATC. lNosblWweHHasa akcnpeccus reHa MBE3A B
HelipoHaxX CMMHHOrO MoO3ra Mblleid HabnogaeTcs Ha
NPOTAXEHUN He MeHee 12 Hefenb NOC/e NpeKpaLeHuns
NneyeHus TornoTekaHom [6, 22].

MonblTKa WMCNONb30BaHUS [MeTUYeCKUX [06aBOK
(6eTamH, meTadhonvH, KpeaTH 1 BUTaMrH BI) ¢ Lenbio
NnoAaB/ieHNA NPOAYKLUUU aHTUCMBIC/IOBOTO TPaHCKpUnN-

OKOH4YaHue Tabn. 1

3aboneBaHue 1 I'IpW—IVIHHO-3HaLIVIMbIl7l reH

KFS - KDVS
MposiBeHus as 20231 20231 ga1434e1  9g34.3 0 17q21.31 229133
del dup BN del
del del

UBE3A MBD5 MBD5 MED2C EHMT1 RAH KANSL1 SHANK3
WHTennekTyanbHas +++ +++ ++ +++ +++ ++ +/++ +++
Hel0CTaTOYHOCTb
3afiepxka pe4yeBoro +++ +++ ++ +++ ++ + + et
pas3suTus
Cynoporu +++ +++ ++ ++ ++ + + ++
HapyLieHne cHa +++ +++ ++ + + +++ - +
3ajepxka MOTOPHOro ++ ++ + +++ + + + +
pas3suTus
lvnotoHus + + + + + + + ++
PaccTpoiictsa ayTu- + + + + + + + 4
CTUYECKOro cnekTpa
3arpygHeHus npuv + + + + + + + +
KOpM/IeHUN
CrepeoTunuu + + + + - + . )
Atakcus + + + - - - -
CyacTtnMBoe Bblpa- + + + ? +
XeHue (4acTblii um
HeyMeCTHbIA cvex)
IMnepakTMBHOCTD, + + + i _ + ) )
Aeuumnt BHUMaHUsA
AyToarpeccusa - + - - + + . }
ArpeccuBHoe nose- - - - - + + _ )
JeHve
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Ta UBE3A-ATC un ycuneHumsa akcnpeccum reHa MBE3A
He MpuBena K U3MEeHeHWto caiT-cneundnyeckoro me-
TunuposaHua AHK 1 He cnoco6cTBOBaNA YMEHbLLEHWIO
THXKeCTU npossneHna JIb [9]. XoTa y HEKOTOpbIX nauu-
EHTOB MpPW Ha3HaveHUn BeTamHa 1 PONMEBON KUCNOTbI
Habnoganach TEHAEHLMNS K YYyYLIEHMIO COCTOSIHUA [35].

OfHUM M3 MPOrpeccMBHbIX HanpaBneHWin Meau-
KaMeHTO3HOro ynpaeneHus JIb aBngfetcd Tepanus,
Cnoco6CTBYOLWAs BOCCTAHOB/IEHWIO LEHAPUTHBLIX OT-
POCTKOB HeWlpoHOB. Tak, OblI0 YCTaHOBMIEHO, 4TO
MUHOLMWKANHA  TUAPOXNOPWA,  MPeAcTaBNnsatoLnic
rpynny TeTpauuKINHOBbIX aHTUOMOTMKOB, KOTOPbIN
Nerko MpOHMKaeT yepe3 remaTosHuedanmyecknii 6a-
pbep, BOCCTaHaB/NMBAET CUHAMTUYECKUE (YHKLUK
yepes MOAYNALMIO CTPYKTYpPbl AEHAPUTHBLIX LUMMOB.
MWHOUMKNNH W3MeHsAeT MOPXONIOTUI0 AeHAPUTHBIX
LIMNOB HEpPOHOB runnokamna, obycnosnmeas ¢op-
MWUPOBaHWE He3penblX YANUHEHHbIX B 3pefible rpnbo-
BUAHbIE LUIWMbI, YTO COMPOBOXAETCA BOCCTAaHOB/E-
HWEM CUHANTWYeCKOW NAaCTUYHOCTU W Y/y4lleHUeM
NpoCTpaHCTBEHHON namaTn [8, 18]. HasHaueHne mMu-
HOUMKNNHA geTam ¢ J1b Bbl3blBaeT [OCTOBEPHOE YNyu-
LWeHWe afanTMBHOro nosefexHns [19].

MpoTnBOCYLOPOXKHAA Tepanus

HecmoTpss Ha MHOrOYMC/EHHbIE WCCe0BaTeNb-
ckue paboTbl, MOCBALLEHHblE pa3paboTke cTpaTeruu
MeAUKAMEeHTO3HOro KOHTPOAS 3a pasBUTMEM 3MUNPU-
CTYnoB y 60nbHbIX € /1B, He CyLecTBYET eANHOIO Kpu-
Tepus, KOTOPbI N03B0NAN Obl BbIOpaTh ONTUMAbHbIA
NpoTMBO3NWUNENTUYECKMI npenapaT. [pu neveHun
CY[JOPOXXHOI0 CUHAPOMA Y 60/bHbIX € JIB LWUPOKO UC-
No/ib3yIOT Npenapartbl Ba/bNPOEBOI KACNOTbI, TONUPa-
maTa, NaMmoTpMKMHA, NeBeTupaLeTama, KnoHasenama,
MeHee 4acTO HasHa4yaloT npenapaTbl Kapb6amasenuHa,
aTocykcumuga, peHnTonHa, heHobapbuTana [33, 44].
®eHuToNH, KapbamasenuH, okckapbasenuH v Burada-
TPVMH B MOHOTEpanuu MOryT NPMBOAMTL K arrpasauum
3NUNenTUYECKUX NpUcTynos [1].

NleyeHne HapyLweHnii CHa

AN neyeHns HapyLlleHW CHa PEKOMEHAYIOT Mnpu-
MeHeHWe gutheHunrugpamuta [42], seeseHue mMmenato-
HuHa (0,3 Mr) 3a 0au1H Yac 1o cHa [10, 40]. icnonb3oBa-
HWe cefaTMBHbIX CPeacTB ((DeHOTUA3UHbI U aTUMUYHbIE
aHTUNCUXOTUKK) He NOKAa3aHO, TakK KaK OHU BbI3blBAIOT
HeraTuBHble 3 PeKThl [14].

Tepanua npu cNroHOTEYEHUN

JleyeHune cnOHOTeYeHUs — onepaTuBHOe (penm-
naaHTauMa CAOHHBLIX NPOTOKOB) MAWM MeCTHOe (npu-
MeHeHWe JIeKapCTBEHHbIX CPeAcTB, MOAABAAOLWMX
CNOHO06pa3oBaHMe, Hanpumep CKOMOJamMuHa) — He
3(hpeKTUBHO.

MeanunHckmne (bOH,CI,bI CUHAPOMa
AHrenbmaHa

Mpu opraHu3auun ANarHOCTMYECKOro U Tepanes-
TUYECKOro NPOLLeCCOB PEKOMEHAYETCA BOCMO/b30BaTb-
CA NOMOLLbI0 POHAOB CMHAPOMa AHrenbMaHa [14]:
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A3 «[lHinponeTpoBCbka MegnyHa akagemia MiHicTepcTBa
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CNHAOPOM AHIE/IbMAHA.
YacTtuHa 3
(AndoepeHuiriHa giarHoCTMKa i NikyBaHHS)

Pestome. CTaTTs NpucBaYeHa Nnpo6nemi AndepeHLiliHol gi-
arHOCTUKM Ta NiKyBaHHA XBOPMX i3 CUHAPOMOM AHrenbMaHa
(AS). MpeacTaBneHi cMHAPOMM, WO 3yCTpivyalOTbCa Halivac-
Tiwe, AKi MarOTb CX0Xi 3 AS (heHOTUMIYHI NPOSABK, HaBeAeHiI
OCHOBHIi ANt epeHLiliHi BiAMIHHOCTI AS-NoAiGHUX CUHAPOMIB
i3 3a3HAYEHHAM MPUUYMHHO-3HAYYLLOr0 reHa. Benuky ysary
NPUA4INEHO OCHOBHMUM HanpsMKaMm NiKyBaHHSA XBOPMUX i3 CUH-
ApOMOM AHrenbmaHa: opraHisayii peXxumy, NOCUHAPOMHIN
Tepanii, HagaHHI MNCMXONOriYHOT, NOroneanMyHoi, oprone-
AWYHOT gonomoru, TpygoTepanii, 3axoAam, CNpAMOBaHMM Ha
couianbHy aganTtayito. CTaTTs MiCTUTL HOBITHIO iH(hOpMaLito
Npo Cy4yacHi MPOrpecuBHi HanpsAMKW MeLUKAMEeHTO3HOro
ynpasniHHa AS. [ns onTuMmisauii giarHOCTMYHOTO Ta Tepa-
NeBTUYHOrO MpoLeciB HaBeAeHi faHi NPo MiXKHapoAHiI hoHAN
CUHAPOMY AHrenbMaHa.

KntouoBi cnosa: CMHAPOM AHrenbMaHa.
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ANGELMAN SYNDROME.
Part 3
(Differential Diagnosis and Treatment)

Summary. The article discusses the problem of differential
diagnosis and treatment of patients with Angelman syndrome
(AS). It provides the most common syndromes with similar
to AS phenotypes, the main differences between AS-like syn-
dromes, indicating the causative gene. Much attention is given
to the basic directions of treating patients with Angelman syn-
drome: organization ofregime, syndromic treatment, providing
psychological, speech therapy, orthopedic services, occupa-
tional therapy, activities aimed at social adaptation. This article
contains the latest information about modern progressive direc-
tions of AS medical management. To optimize the diagnostic
and therapeutic process, data about international Angelman
syndrome foundations are shown.

Key words: Angelman syndrome.
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