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BeepeHue. MokasaHo, 4To natoreHHsle CNV cBSi3aHbl C MHTENNEKTYaNbHBIMU HAPYLIEHUSIMU, NCUXOHEBPOSIOTMYECKMU U HEP-
BHO-MbILLEYHBIMU 3aboneBaHUsIMI. TeM He MeHee, 10 HACTOSILLEro BpeMeHU KnnHuyeckoe 3HadeHne CNV He Bcerga onpegenseTcs
0[1HO3HAayHO. Mbl coobLiaeM 0 nauueHTe, 2-neTHeM Masbynke, ¢ GapMakope3nCTEHTHON anunencueit, y Kotoporo 6bina obHapyxe-
Ha Mukpoaynnukaums 12924.12, yHacnefoBaHHas OT 3[0pOBOI MaTepu. Y naumeHTa oTMeYaeTcs psag, GeHoTUNMYeckmx 0CO6eHHO-
cTelt, rpybas 3aepxka NcUXOMOTOPHOTO Pa3BUTHS, FEHEPaIN30BaHHbIE TOHUKO-KIOHUYECKME CYA0POr, He KYNUPYIOLLLMECS NPOTU-
BOCYLOPOXHOW Tepanueli. Matepuanbl u metoabl. Mukpoaynnvkaums 12924.12 pasmepom 125 T.n.H. 6blna AvarHocTypoBaHa
METO0M MaTPUYHO CPaBHUTENLHOW reHomHo rmbpuamnsauun (8 x 60K, Agilent Technologies). C ncnonssosanuem MMLP B pexume
peanbHOro BpemMeHu BbI10 NOATBEPXAEHO e Hannyue y npobanza u onpeaeneHo PoanTENbCKOE NPoucxoxaeHve. Pe3ynbratel. 3a-
TPOHYTasi MUKpoaynukauuein obnactb cogepxat Tpu reHa: ACAD10, KOTOpbIA SKCMPEccupyeTcs B rOJIOBHOM MO3re Mioja,
MAPKAPKS, y4acTBYIOLLMIA B HEBPOJIOMMYECKMX NpoLeccax, u ALDHZ2, KOTopbIi BOBNEYEH B MPOLLECCHI HeMpoaereHepaumn. KnmHm-
Yeckume NPU3HaKK 1 reHbl, CoaepKaLmecs B 061acT MUKPOAYMNMKALMN, UMEIOT 3HAYeHWe NS fLanbHENLEro pasrpaHnyeHmns GeHo-
Tna Mukpogynnukaummn 12q24.12.

KnioyeBble cnosa: mukpoaynnvkaums 12924.12, papmakopesncTeHTHas anunencus, 3aaepkka passutus, MaTpuyHas cpaBHuTe-
NbHasi reHoOMHasi rmbpuamsauus
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Introduction: It was shown that the pathogenic CNV are often associated with intellectual disability, neurological and
neuromuscular diseases. However, the clinical significance of novel CNV is not always unambiguous. We report on 2-year-old male
patient with drug-resistant epilepsy, in whom a 125 kb microduplication at 12g24.12 of maternal origin was detected by aCGH. Patient
has marked physical and mental developmental delay, neuromotor retardation, and dysmorphic features. Materials and Methods: A
125 kb microduplication at 12924.12 was detected by aCGH (8 x 60K, Agilent Technologies). Microduplication origin was analyzed by
Real-Time PCR. Reaults: Affected region contains three genes: ACAD10, which is expressed in fetal brain, MAPKAPKS, which is in-
volved in neurological processes, and ALDH2, which is engaged in neurodegeneration. Clinical features and the genes content are
important to further delineation of the 12924.12 microduplication phenotype.
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JIIET 0CcO0yI0 3HAYMMOCTh WMCCIASTOBAHUS MOJIEKYISIPHBIX
OCHOB X npoucxoxnaeHus. K Gonee riayookoMy moHHMMA-
HMIO TEHETUYEeCKUX MEXaHU3MOB Pa3BUTHSI THX 3a0o0JeBa-
HMI1 TPUBEIN MOCAEAHUE TOCTUXKEHUS B 00JIACTH TEXHOJIO-

Brenenne

HepBHo-nicuxuueckue  3a0ojieBaHUsI — MPEACTABIISIOT
CePhE3HYIO MPOOIeMy IS psila MEAUIIMHCKIX U COTIPSIKEH-
HBIX ¢ HUMU Hay4YHBIX TucUMIIMH. Tor ¢akr, uto 1—3%

JeTeil UMEIOT 3afepXKKY YMCTBEHHOTO M (PU3MUYECKOTO pa3-
BUTHS B COYETAHUU C JUCMOPDOUAMU U BPOXKIEHHBIMUA aHO-
Manmuamu [1], a Zois 1eTeii-uHBaINIOB BCIIEACTBUE TICUXU-
yeckux pacctpoiictB B Poccun gocruraer 23% [2], onpene-

Ml aHanu3a reHoma. Ha ceromHsiHuWiI A€Hb MaTpyU4Hast
cpaBHUTEIbHAs reHoMHas rubpuausanust (aCGH), Hapsny
¢ cekBeHUpoBaHueM HoBoro nokosieHust (NGS), spasitorcst
BEIYIIIMMU METOIAMH MOJIEKY ISIPHO-TEHETUIECKOTO 00CITe-

6



MEANUNHCKAA TEHETUKA. — 2016. — N°4

JIOBaHUS MAIMEHTOB ¢ HeaudhepeHIMPOBaHHBIMU (popMma-
MU HapyUIeHU MHTEJJIEKTa U HEPBHO-TICUXMUECKUMM pac-
crpoiictBamu. IlokazaHo, yTO maHHBIE 3a00JIEBAaHMSI acCO-
LIMMPOBAHBI C MaToreHeTHYecku 3HauMMbIMU CNVs, most
KOTOPBIX B TPYIIIE MallMEHTOB MOJOOHOIO CIIEKTpa COCTaB-
nstet 10—15% [3]. Tem He MeHee, 10 HACTOSIIIIETO BPEeMEHHU
kiamHu4eckoe 3HaueHne CNV He Bcerna ompenessieTcsl of-
HO3HAYHO, IJIs1 O0NbIIMHCTBA BhISIBIIeMBIX CNV pyHKIIMO-
HaJIbHAs CBS3b C MATOJOTMYEeCKUM (PEHOTUIIOM HE YTOUHE-
Ha. Mnentudukanusa HoBbIx natoreHHbIX CNV 1 uHTeprn-
peTanusi UX KIMHMYECKON 3HAUMMOCTH SIBISIIOTCSl KITtoue-
BOI TPOOJIEMOI, KOTOPYIO TIPEACTOUT PEIIUTh ISl 0obecrie-
YEHUsI KAUECTBEHHOTO MEIMKO-TeHETUYECKOTO KOHCYJIbTHU-
poBaHus ceMeli 1 3(PHEeKTUBHOM MOMOIIM OOJTbHBIM JETSIM.

Knunuyeckmii cyyvaii

Mpbl coobuiaeM o maiMeHTe, cTpajaaioieM dapMakope-
3UCTEHTHOM 3MUJEeNCUeil U Ipyooil 3amep:KKON pa3BUTHUS,
y KoToporo Obula oOOHapyXeHa MUKPOIYILUIMKAIIMS
12924.12, yHacnenoBaHHas OT 300pOBOI MaTepu.

ITlayuenm K., 6 mec., BIEpBbIE TPOKOHCYJILTHPOBAH.
Marb pebeHKa MpeabsBisieT Kajnoobl Ha 3a1epXkKy Ghusnde-
CKOTO U MCUXUYECKOTO pa3BUTHUs (TOJOBKY HE JAEPXUT, HE
MepeBOPAYMBAETCS, HE CHIUT), BBIPAXKEHHYIO MBIIIEUYHYIO
¢1ab0CTh, TUIEPBO30OYAMMOCTD, TIEPUOINISCKN BO3HUKAIO-
1€ TPUCTYIIBI CYI0pOT, Tulay pebeHKa MpU MPUKOCHOBE-
HMM, TOCTOSIHHOE CJIIOHOTeUEHUE, CKOIJIEHUE MOKPOTbHI
C HEBO3MOXHOCTBIO €€ CAMOCTOSITEJTbHOTO OTXOXAEHMSI, OT-
Ka3 OT IMHIIH, TUTOXOW COH.

T'eHeanornueckuii aHamHe3 6€3 0COOEHHOCTEM, B HECKO-
JIBKUX TIOKOJIGHUSIX Yy OMVKaWIIMX POJACTBEHHUKOB HET HU
OITHOTO clyyasi HaOMIOJeHUsT CYTOPOXHOro cuHapoma. Po-
JOCTIOBHAsI poauTesell pedbeHKa oTsArouieHa: neppasi oepe-
MEHHOCTb 3aKOHUMJIACh 3aMePILIUM TUIOAOM Ha cpoke 9—10
HeJesib, BTOpasi 0EpeMEHHOCTb — POXIEHWEM MaJlbuuKa,
B HacTosilliee BpeMsl MajbuuKy 9 JieT, 3M0poB, IMOcelaer
LIKOJY, YYUTCS XOPOILO, U3 3a00JIeBaHUIA: UMEET aJUIEPTUIO
Ha CJIaKoe; TPEThsl 6epeMEHHOCTh 3aKOHUYMIACH POXKICHU-
eM JIeBOYKM, ymMepiieil B 1 rom 2 mMec., y KOTOpoii B 3 Mec.
MWarHOCTUpOBaHAa BPOXJEHHAasl KaTapakTa, TUITOTOHUSI,
yTpara cocateJbHOro pediekca, pa3BepHYTbII CyTOPOXKHbBII
CHUHIPOM, HE OTBEYAIOLINI Ha MPOTUBOCYIOPOKHYIO Tepa-
THI0.

bepeMenHocTh 4eTBepTas (HacTosIas) IpoTeKajda Ha
¢oHe CYyOKIMHUYECKOTO TMIIOTUPEO3a, OXKUPEHUS 2 CTere-
Hu. Ponbl B 40 Hen. myTeM ornepaiuy KecapeBo ceueHue. 3a-
Kpuyan cpasy, Bec npu poxaeHun 3120 r, poct 52 cM.
Ouenka 1o mikaie Anrap 7/8 6auioB. B mepBbie cyTku oT-
MeueHa BsUIOCTh peOeHKa. [Ipu BbInMcke MOCTaBlieH aua-
THO3: nepuramanvhas sHyegatronamus. 1o 3-x Mec. pa3Bu-
BaJics 6e3 ocobeHHocTell. Ha rpynHoM BcKapMIMBaHUU, XO-
polLIo IpuOAaBIsT B Bece.

IlepBble mpu3HaKu 3a00J€BaHUsI MOSIBUIMCH B BO3pacTe
3 MecsilieB, KOTIjia MaTh CTajla 3aMevaTh y peOeHKa 3aIepKKY
pa3BUTUS, JABUTATEIbHYIO BO30YIMMOCTb, TUIIEPUYBCTBU-

TEJbHOCTh TPU MPUKOCHOBEHUM, JPOXKAHUE TJ1a3, CKOTLIe-
HUE CJM3U, 0OTKAa3 OT MUIIM. B 3T0 e BpeMsi BOBHUKIIU Tep-
Bble TOHMKO-KJIOHWYECKHE CYIOpPOTH, armHod, YCWJIMJIOCH
caroHoTeueHre. Ha3zHaueHa TTpOTUBOCYIOPOXKHAS Teparnmus,
MOAKJIIOYeH KOPTeKCHH, Maccax. J[OmoJHUTEeNbHO TpoBe-
NEHHOE MCCJIeOBaHUE BBISIBUJIO BPOXICHHYIO KaTapakTy
oboux rnas, aTpo¢uio AUCKOB 3pUTEIbHBIX HepBOB. 1o mo-
BOJly KaTapakThl IIPOOIepUpOBaH B 4 Mecsiia. PebeHOK He-
OJIHOKPATHO 00CJIeIOBaH U PEryJIsSipHO HaOJtogaeTCsl Crielu-
aJlMCTaMu: HEBPOJIOTOM, SIUJIETITOJIONOM C IMAarHO30M: 91U~
Aencus, gapmarkopesucmenmuas, ¢ epyooil 3a0epickoll NCuxo-
MOMOPHO20 pazeumiust; OOTATLMOJIOTOM (8poJicOeHHas onepu-
POBAHHAA Kamapakma o00ux eaa3s, 08yXCMOPOHHAS apmuga-
KUsl), TaCTPOIHTEPOJIOTOM (eacmpounmecmuHaibias aiiep-
2us), eauaTpoM (eposcdermublii cmpudop).

Jlannbie 06sexmueroeo uccredosanus. Bospact — 2 rona,
Bec — 4900 1, poct — 71 cm. [Ipu ocMoTpe obI1lee cocTosI-
HMe pebeHKa TSKeIoe, CAMOYYBCTBUE CTPaJaeT 3a CUeT Te-
HepaJu30BaHHBIX TOHUKO-KJIOHUYECKUX CYIOpOT, KOTOphIe
HaOJII0AAI0TCST €XKEeTHEBHO, HECMOTPS Ha MPOTUBOCYIO0POK-
HyIO Tepanuio. PeOeHOK JIeXKUT Ha CIIMHEe, CAMOCTOSITeIbHO
He MepeBOpaunBaeTCs, TOJIOBY He YAepKUBAeT, CIIOHTaHHAas
JIBUTATEIbHAsI aKTUBHOCTb MUHUMAaJIbHA. MBbIIllIeUHasl TUTIO-
ToHUS, TunotTpodust 11 creneHu. 3pUTeNLHOTO U CIYXOBOTO
cocpenoTroyeHus: HeT. B cocTossHMU GOIpCTBOBAHUS JbIXa-
HMe IIyMHOe, CTpuaopo3Hoe. M3 peHoTunmmyeckux ocobeH-
HocTelt: poiuxoliedanus, HapylleHre pocTa BOJOC, BBICO-
KWii 100, TMIEpPTeJIOPU3M, MOHTOJIOMIHBIN pa3pe3 IJia3,
SMMKAHT, TYCTble MJIMHHbBIE PECHUIIbI, IIMPOKas IJIOCKast
MepPeHOCHIIa, HU3KO TTOCaXKeHHBIE YU, MUKPOPETPOTEHMUS,
BPOXIEHHOE MUTMEHTHOE TISITHO Ha KPECTIIe.

KnuHnueckue aHain3bl KPOBU U MOUU, OMOXUMUYECKUE
aHaJIM3bl KPOBU OBbLIM B TIpeaesiax HOpMaJbHbIX MOKa3aTe-
neit. Ha MPT ronoBHoro Mo3ra BUu3yaian3npoBaHa KapTUHA
HapylLIeHUSI HapyXHOI1 JMKBopoauHamuku. Ha DBT 3ape-
TUCTPUpPOBaHa MUIENTU(OPMHAsT aKTUBHOCTb B BUJE €U-
HUYHBIX OCTPBIX BOJIH CIpaBa B BUCOYHO-3aThLJIOYHON 00-
nactu. Ha HCT npusHaku neiikomansiuuu. Ha OxoKI na-
TOJIOTMHU He 00HapyXeHo. Y3W BHYTPeHHUX OPraHoOB: B Iie-
YeHH, TOKETYIOUHOM XKelle3e, cesie3eHKe, MoUYKaxX v IIUTO-
BUJTHOM XKeJie3e MaToJI0rMYeCKnX U3BMEHEHN He OTMEUEHO.

IIpoBeneHHbIe MOMOJTHUTEIbHBIE UCCIENOBAaHUS Ha Ha-
JIMYKe HACNIeICTBEHHBIX HapyIIIeHU oOMeHa (aMMHOAIINI0-
MMaTUM, OpraHUYeCcKre aluaypuun 1 1e(eKThl MUTOXOHIpUA-
JIBHOTO 6€Ta-OKHUCIIeHUs, TM30COMHbIE 3a0o0eBanus: Kpad-
6e, IMomne, @abpu, Nowe, Humana—IIuka, myKoronauca-
xXapuno3 | Thma) maTosoruy He BBISIBUJIH.

Marepuaibl 1 METOIBI

W3 mumdoumToB nepudeprdeckoil KpOBU MalMEeHTa, ero
pomutesteit 1 6pata Beimens JJHK skcrpakimeit cmeckio de-
Hoja u xjopodopma. [Torck MUKPOXPOMOCOMHBIX abeppaliuii
OCYILECTBJISUICSI C MCMOJIb30BaHMeEM Mukpouuna SurePrint G3
Human CGH 8x60K (Agilent Technologies, CIIIA). Matpuyu-
Hasl CpaBHMTEJIbHasi TeHOMHasl TMOpWIM3aliMsl TPOBOIMIIACH
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Gene View :chr12 : 110606779-110915401 , 308 Kb
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Puc. 2. Ananus poauTenbckoro MPOVCXOXAEHWUS MUKPOAYrMKaLumm
12024.12 ¢ nomoLupto konmyecTseHHoi MNLP B pexume peanbHoro Bpe-
MEHM.

COIVIACHO ~ PEKOMEHIALIMSIM  TIPOM3BOIUTENST  MUKPOUYMITOB
(http://www.chem-agilent.com/pdf/G4410-90020v3_1_CGH_
ULS_Protocol.pdf). PesynbraTbl ObLIM  BU3YyaIM3MPOBAHbBI
B nporpamme Cytogenomics (v3.0.2.11) (Agilent Technologies,
CIIA). WUnTtepriperanust CNVs OblUta MpoBeieHa ¢ UCTONb30-
BaHMeM 0a3bl JaHHBIX TeHOMHbIX BapuaHToB (http://pro-
jects.tcag.ca/variation/?source=hg18). 1151 NMOTEHLMAIBHO Ma-
ToreHeTH4ecku 3HaunMoit CNV ¢ ucroib3oBaHreM 0a3bl TaH-
HbIx «Gene» (http://www.ncbi.nlm.nih.gov/gene) ObUTM orpe-
JieieHbl  TeHbI-KaHauaaThl. i mocienoBaTelbHOCTM  reHa
ACADIO c mnomombto miporpammbl  Primer3  (http://bioin-
fo.ut.ee/primer3-0.4.0/primer3/) mnomoOpaHbl TpaiMepsl st
nposenerust [P B pexuMe peanbHOro BpeMEHU C 1IETIbIO
MOATBepXAeHUST Hamuusi ooHapyxeHHoi CNV y nipobaHna u
onpeaeneHust ee npoucxoxaeHus. I11IP B pexxume peaabHOro
BpeMeHM TipoBommiach Ha mpubope AriaMX Real-Time PCR
System (Agilent Technologies, CILIA).

PesyabraThl u 00cyxkneHune

I1o pesynpraram aCGH-nccnenoBanus Obuta BBISIBJIEHA
yactuyHasi  Tpucomust  12q24.12:  arr[hgl18]12q24.12
(110,668,504-110,793,312) x 3 (puc. 1). Meromom ITIIP
B pexxume peanbHoro BpemeHu (Real-Time PCR) Ob1im 06-
cJieIoBaHbI BCE WIEHBI CeMbM (pOoaAUTeIU U Opar), B pe3yiib-
tate ooHapyxxeHHass CNV y npobaHia Oblia MOATBEPXKIEHA,
U BBISICHEHO, YTO MUKPOAYIUIMKALMS pazMepoM 125 T.I.H.
yHacJieoBaHa OT 3I0pPOBOI MaTepu (puc. 2).

IMpoucxoxnenue CNV sBisieTcsi BAXXHbBIM U TIPU 3TOM
HEOAHO3HAYHbIM (DaKTOPOM MPU YCTAHOBICHUU UX KJIMHU-
yeckoit 3HaunmocTu. CNV, Bo3HuKIIME de novo, IPUHSITO
CcUuTaTh MaTOreHHbIMM, B TO Bpemsi Kak CNV, yHacieno-
BaHHBIE OT (PEHOTUITMYECKU HOPMAJIbHBIX POJIUTEIICH, YaCTO
MPUHUMAIOTCS 3a ciaydaiiHble Haxoaku. C Ipyroil CTOpOHBI,
HacJieflyeMble MUKPOAEIEHUU U MUKPOIYIIJIMKALMA MOTYT
SIBJISITBCSI TIATOTEHHBIMM, HO C HEIOJIHOW TMEeHEeTPaHTHO-
CTBIO, JIMOO MOTYT OBITh UMIIPUHTHUPOBAHBI.

Onpenenenue 3¢pdekta CNV TakkKe OCI0XHSIETCS K-
HUuYeckuM mnoaumopdusMom. [Ipumepom siBasieTcs coBma-
JeHWe 0OHAPYKEHHOW MUKPOAYTUIMKALIMY C PaHee OMUCaH-
HOIl HamMM MuKpoayrmkanuein 12q24.12-q24.13, HeMHOro
0OJIbLICH MPOTSKEHHOCTU 142 T.II.H., HO TaKXe MaTepUH-
CKOTO TIPOUCXOXACHUsI W 3aTparuBalollieil Te Xe cambie
3 reHa, y malMeHTa ¢ 3aIepXKKOi MOTOPHOTO U TICUXMUYECKO-
rO Pa3BUTHSI, MOTOPHBIMU CTEPEOTUNUSIMU, TUApOLIedaTb-
HbIM CUHJIPOMOM, CUCTEMHbBIM HEI0Pa3BUTUEM PEUU, BPOXK-
JNEHHBIMU MTOPOKAMU Pa3BUTHUSI TOJJOBHOTO MO3ra U MIMOTA-
TUYECKOI rMIOTpoUeit MOCTTEeMEHHON U 3aThIJIOYHON 00-
Jacteil Kopbl rojioBHoro mosra [4]. U3 dbeHoTUNMYECKUX
0COOEHHOCTEIl ObLIM OTMEUEeHBbI HeOOJbllIas acCUMMETPUs
JIM1Ia, TITO3, PAcXOoMsilieecss KOCoria3nue, TOpU30HTAIbHbIN
HUCTarM, OOJIbIIME, MUCIIJIACTUYHbBIE YIIHbIE DPAaKOBUHBDI,
0OJIBLION HOC, OTKPBITBINA POT, KIMHOAAKTUIMS V Tajibua,
CKOJIMO3. Y JBYX MalMEHTOB OTMEYAlOTCS W MepPeKpbIBaIO-
1yecs NMpU3HaKW, TaKue Kak Jojuxouedanus, yacTuyHas
arpodus 3puTeIbHOTO HepBa. TakuM 00pa3om, 1Ba MmalueH-
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Ta ¢ WIEHTUYHON MUKPOIYIUIMKAIIMEN UMEIOT Kak ollue,
TaK W pasjiuyaroliyecs: KIMHUYECKUe MPU3HAKU.

B base maHHBIX XpOMOCOMHOro aucbagaHca U (eHOTH-
noB y uenoBeka (DECIPHER) [5] umeeTcs nndopmaius o
10 maupeHTax ¢ MUKpoayrmkanusamMu 12q24.12 (Ne 253257,
254079, 254080, 254081, 254082, 255000, 261485, 262606,
287392, 300426), Takxke 3aTparvBarOLIMMU TOJBKO 3 OTME-
YeHHBIX Hamu TeHa. Enre aBa manmenTa (Ne 275287, 274139)
UMEIOT MUKPOTPUILIMKALIMIO JaHHOTO XPOMOCOMHOIO CyO-
CerMeHTa. Y HEKOTOPBIX IALMEHTOB OTMEYEHBI 3alepxkKKa
pa3BUTHS W HapylueHus: ncuxuku. B cemu crnydasx (70%)
MUKPOIYTUTUKALMN ObLTH HaceA0BaHbl OT (heHOTUITMUECKU
3M0pOBBIX poautesieir. O6e MUKPOTPUTUIMKALIMK TaKXe Ha-
CJIeIOBaHbl OT POAUTENCi, KOTOPbIE OJHAKO HE ObLIM KIMHU-
yecku obcnenoBaHbl. Ellle B Tpex ciaydasx HNpOMCXOXKIEHUE
MePeCTPOUKM ObUTO He ycTaHOBJIeHO. OTcaHNii MUKPOJIEIe-
LIMU B 3TOM 00JIACTH C BOBJICUEHMEM TPEX T'€HOB B JIMTEPATYPE
M 0a3ax TaHHBIX HE OOHApPYKEHO.

OgHuM U3 OOBSICHEHUI BapuaOelbHON 3KCIIPECCUBHO-
¢t M KianHW4Yeckoro momuMmopduzma CNV saBiseTcss nx
MPOTSIKEHHOCTh Y BOBJIEUEHHOCTh Pa3HOIO KOJIMYECTBA Te-
HoB. OTHAKO B TAaHHOM cJlyyae, 3aTPOHYTbIe 00J1acTH Y 000-
MX 00CIeTOBaHHBIX HAMU MALIMEHTOB COJEPXKAT TOJIbKO TPU
reHa: ACADI0, KOTOpBI 3KCIIPECCUPYETCS B TOJOBHOM
mo3sre 1iona, MAPKAPKS, ydacTByonuii B HEBpOJIOTHYE-
cKux mpoueccax, 1 ALDHZ2, KOTOpblii BOBJICUEH B MTPOLIECChI
HelipoJiereHepalMy, YTO YKa3blBaeT Ha JAPYrMe BO3MOXKHbBIE
MeXaHU3Mbl (DOPMUPOBAHUS KIMHUIECKOTO TOJUMOPDOU3-
ma. Touku paspsiBa npoxonsart no reHy ACADI10, kotopblii

3a[eiicTBOBAaH B MeTabOJM3Me KUPHBIX KHUCJIOT, YHUKAb-
HBIX JIUIST pa3BUTHS Mo3ra [6], BO3MOXKHO, IMEHHO €My TIpH-
HaIJIeXKUT Bemylias pojib B (OPMUPOBAHUU IMaTOJOrMYE-
ckoro (eHorumna. KimmHuueckue mMpu3HaKy U TEHBI, COIEP-
Kalmecss B 00J1acTU MUKPOLYTUIMKALIMY, UMEIOT 3HAaYeHKe
IUTST TJTBHEHIIIETO pa3rpaHnIeHHs (PeHOTHITa MUKPOITYTIIH-
Kauu 12q24.12.
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