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OLEHKA MOJIEKYJAPHO-TEHETUYECKHUX U KIIMHUKO-
HEWPO®N3NOJOTMUYECKUX ACHEKTOB ®OKAJIbHBIX ®OPM
IIMUJIEIICUHN
Auaumxoaxaesa @aporar PycramoBHa
TamxkenTckas MenuuuHckas AkagemMus

Tyiiuubaesa Hoogupa MuparajineBna
TamkenTckas Menunuackas AkajaemMus

I'anueB boOyp baxruiip yriu
TamxkenTckas MenunuHckass AxkaaeMus

I'ybaiinyiuna Kamuia PapuiieBHa
TamkenTckass MeauuuHckas AkaaeMus

@oKanbHbIE ASMWICNCUU MPEACTABISAIOT COOOM OJHY M3 HauboJee pacnpoCTPaHEHHBIX
HaclieAyeMbIX (OpM CYIOPOKHBIX CHHIPOMOB U COCTaBisitOT 10 60 % Bcex ciyuaeB
3abosneBanusi. DokaabHbIe CEMEHHBIE SMWICTICUU BKIIIOYAIOT B Ce0sl JACCATKH Pa3IMUHBIX
JIMAarHO30B M HMMEIOT KaK KpaiHe pa3HOOOpa3Hyl0 CHUMITOMATHKY, TaK M IIUPOKUM Psif
ATUOJIOTHYECKUX (DAKTOPOB, B YaCTHOCTH, TeHeTHueckux. CienoBaTebHO, OHH TPEOYIOT
crCTeMaTH3allMd METOIOB IUArHOCTHKH U JiedeHus. [1]

XOTsl UCTOPUYECKU KIMHUIMCTAMU MPUHATO CYMTATh T€HEPaAIM30BaHHbIE dMUIICTICUU Ooee
37IOKQYECTBEHHBIMH W TpPeOYIOUIMMH  JIeUueHHus, a (QOKaJbHble, Kak MPaBUIIO,
IO0OpOKaYeCTBEHHBIMH M HE BCerga TPEOYIOIMMHU MEIWKAMEHTO3HOTO  JICUCHHS,
COBpPEMEHHBIC yUEHbIE BCE OO0IbIINE YOSKIAIOTCS B 00paTHOM — (DOKATBHBIC ATIICTICUA HECYT
B ce0e HEe MEHBIIIYIO0 OIaCHOCTb.

Ha cerognsimHuii JeHb M3BECTHO MHOXKECTBO T'€HOB, MYTAlMd B KOTOPBIX MPHUBOIAT K
pa3BuTHIO OoKaTBHBIX (hopM dmmencuu [2]:

AyTOCOMHO-IOMUHAHTHAsl TUIEPMOTOpHas snuierncus, cBs3zaHHas co cHoM CHRNA4,
CHRNAZ2, CHRNB2, DEPDC5, KCNT1, NPRL2, NPRL3

AyTocoMHO-10MUHaHTHas ciyxoBas snuiencust LGI1, RELN

AyTOCOMHO-IOMUHAHTHAs! poJiaHANuecKas Snuiencus ¢ peueBoit nucnpakcueinr GRIN2A
Jlo6pokauecTBeHHBIE ceMeitHble HeoHaTanbHbIe cyaoporu KCNQ2, KCNQ3
Jlo6pokauecTBEHHBIE CeMeiHbIe HeoHaTanbHO-HHPaHTUIbHBIE cynoporn KCNQ2, SCN2A
JlobpokauecTBeHHble ceMeiinbie uHGpaHTwIbHBIE cynoporn KCNQ2, KCNQ3, PRRT2,

SCN2A, SCN8A
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CewmeitHas dokampHas snuIencus ¢ pasnnaHon mokanusamueir DEPDCS, NPRL2, NPRL3
Cemelinas Me3uaiabHO-BUcOYHAas snuiercus DEPDCS

HakorieHusiii yuy€HbIMH ONMBIT W 3HAHUS 00 3((PEKTUBHOM TapreTHOM BO3JCHCTBHUU
Pa3TUYHBIX MPENapaToB IPH MOPAKEHUIX TEX WM MHBIX T€HOB ITO3BOJISICT YTBEPKAATh, UTO
Ha CETOHANTHUN IEHb KpaiiHe BaXKHO MIPOBOJIUTH MOJIEKYJIIPHYIO THATHOCTHKY JUTSI T0100pa
HanOoJIee aIeKBaTHON TaKTHKH JieueHus [3]:

SCNI1A - wus3beraTh MNPOTUBOAIIUIICIITUUECCKUX IIPENapaToB, OJOKUPYIOUIUX HATPHUEBBIC
KaHaJbl, U3-3a pUCKa 00OCTPEHUS TIPUCTYTIOB; €CIIM HE0OX0IMMa OTepaItus Mo JOOIKTOMHUH,
CIeMyeT TPOKOHCYJIbTUPOBATh TMAIMEHTOB O IMOTCHIIMAIBHOM PHUCKE IOBTOPCHUS
MTOCJICOTIEPAITMOHHBIX IPUTTATKOB.

SLC2A1 - xeroreHHas nueTa Kak Tepamus MepBOi JTNHUH

TSC1, TSC2 - paccmoTpeTh BO3MOXKHOCTb IpuMeHeHus: HHruoutopoB MTOR (Hampumep,
HBEPOJIUMYC)

POLG - uzberarb BaJIbIIPOEBOM KUCIOTHI U3-3a PUCKA MEYEHOYHON HEJJOCTATOYHOCTH
GRINZ2A - nmogymaTth 0 MEMaHTHHE?

DEPDCS5, NPRL2, NPRL3 - paccmatpuBats uaruoutopst mTOR?

Bwmecte ¢ Tem, B pe3ysbTaTe UCCICIOBAHUM BBISBIACTCS BCE OOJIBIINE HOBBIX M€HETHUUECKUX
MIPUYHH MIICTICUIA, U BO3ZHUKAET HE0OX0IUMOCTh MOI00pa TapreTHOM Tepanuu il HuX. Tak,

K CIIUCKY T€HOB — BHHOBHHKOB (hOKaJIbHBIX (hOPM dIMUIIETICUN HeJJaBHO jH00aBunuchk SEC24B,
FMRP, ROBO4, NLGN3 u CEP170B [4].

B c¢Bsi31 ¢ pacnipoCcTpaHEHHOCTHIO CHHAPOMOB U €r0 Pa3HOOOPa3HON KIMHUYECKON KapTHHOM,
Cpely MalMEeHTOB Y30E€KMCTaHa BAXKHO U3YYHUTh MOJIEKYJISPHO-TEHETUYECKHE M KIMHUKO-
HelpodU3noIornyeckue OCOOCHHOCTH MAIlUEHTOB C (POKAIBHBIX DJMWICTICUEH, a TaKke
OLIEHUTh 3(P(EKTUBHOCTh AMATHOCTUKHU KIMHUYECKUMHU M MOJEKYJISIPHO-T€HETHUYECKUMU
METOJIaMUd U ONTHUMH3UPOBATH AJNTOPUTM JAWArHOCTUKU JT@HHOW KOTOPTHI MAIMEHTOB. Y
MHOTHX TAaIMeHTOB C (OKAJIbHBIMH OJMNHJIECNTHUYECKMMH CHHIPOMaMHU BBISBISIOTCA
xapakTepHble n3mMeHeHuss Ha OOI'. OgHako, 3TH K€ HMaTTEPHbI MOTYT BBIXOIUTh Ha D01 y
MAIMEHTOB C T€HEPAIM30BAHHBIMU JMUJICNTHUYSCKUMH cHHApoMamu. K Tomy ke, y Takux
MAIMEHTOB MOXET COBCEM HE BBIBIISATHCS KaKasi-IMOO MAaTONOTHYeCcKast akTUBHOCTh Ha DOI

[5].

B VY306ekucrane Het MOMYJIIMUOHHO-CTAaTUCTUYCCKUX JTaHHBIX, B CBA3M C HCCOBCPIICHCTBOM
JAUAarHOCTHKH. HCCHGI{OB&HI/IC MOMmyJIsAnuun V30ekncTaHa IBJISIETCS Ba)KHBIM U AKTYaJIbHBIM IJIA
IIOHHMMAaHUs H4aCTOThI CI)OKEUIBHBIX SIMUIICIITUYCCKHUX CUHAPOMOB, y ManrucHTOB
BBIIICYKA3aHHBIX I'pyIIIl. HpOBC,Z[CHI/IG MOH@KYHHPHO-FGHCTHHGCKOﬁ 141 KIIMHHUKO-
HGI\/’IpO(I)I/I?)I/IOJIOFI/I‘ICCKOI\/i AUArHOCTUKHU IMOMOXKET HCKOTOPBIM CCMbBAM ITIOCTABUTDH TOYHBIN

s Cw ]S
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JIUarHo3 3a00JIeBaHMs, BBIIBUTh POTHO3, TEM CAMbIM CO3JaTh PEECTP U PACIIUPUTH CIYKOY

MCANKO-TCHCTUYCCKOI'O KOHCYJIIbTUPOBAHMA. Ha ocHoBanuu MOI[I/ICI)I/II_[I/IpOBaHHBIX MCETOO40B

UCCIIeIOBaHMs, B OyayllleM, B MPAKTUKY 3/IPABOOXPAHEHUS MOXKET OBITh BHEIPEH HOBBIM

IMPOTOKOJ JUAI'HOCTHKN CEMEMHBIX (bOKaJ'IBHBIX OIUJICIITUICCKHUX CUHAPOMOB.
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