Spectrum Journal of Innovation, Reforms and Development

IR
S
[e)]

Spectrum Journal of Innovation, Reforms and Development

Volume 07, Sep., 2022 ISSN (E): 2751-1731

Website: www.sjird.journalspark.org

Amumxomxaea ®aporar PycramoBHa,
Tamkentrckags Menumackas AxkaneMus

Tyitun6aesa Honupa MupatanueBHa,
Tamxkenrckast Meguruackas AxageMust

I'anues boOyp baxTuiip yruu,
TamkenTckast MeauuuHckas AkaaeMust

['y6aiinynuna Kamuna PaBuieBHa,
Tamxkenrckast Meguruackas AKageMust

ABSTRACT

@dokalbHbIe AMHUICIICUU MPEACTABISAIOT CcOO00W OJHy H3 Hauboliee paclpoCTPaHEHHBIX
HacjeayeMbIX (opM CyIOpOXKHBIX CHHAPOMOB U cocTaBisitoT 10 60 % Bcex ciydaeB
3abosneBaHus. DoKaJbHbIE CEMEHHBIE SMUJIETICUU BKJIIOYAIOT B ce0S JECATKH pa3IMYHbIX
JIMarHO30B M HMMEIOT KaK KpailHe pa3HOOOpa3Hyl0 CHMIITOMAaTHKY, TaK M IMIMPOKHN P
STHOJIOTUYECKUX (DAaKTOpOB, B YACTHOCTH, reHeTHueckux. CienoBarenbHO, OHU TPeOyroT
CHUCTEMaTHU3aI[U METOJIOB JUATHOCTUKH U JieueHus. [1]

XO0Ts MCTOPUYECKU KJIMHUIMCTAMHM NPUHATO CUMTATh FeHEpalM30BaHHbIE SMMIIENCUN Oojiee
37I0KAQYECTBEHHBIMH W  TpeOYIOIIMMHU  JIeYeHHs, a  (OKaJbHBIE, KaK IpPaBUIIO,
JI00pOKavYEeCTBEHHBIMU U HE BCErJja TPEOYIOIMMH MEANKAMEHTO3HOT' O JICYEHUS], COBPEMEHHBIE
yuéHble BCE€ Oosiplie yOexIaroTcs B 0OpaTHOM — (pOKaJIbHbIE SIUJIETICUM HECYT B cebe He
MEHBIIYIO OIAaCHOCTb.

Ha ceromusmiHuii JA€Hb W3BECTHO MHOMKECTBO T€HOB, MYTAallUd B KOTOPBIX TPUBOIAT K
pa3BUTHIO QPOKATBHBIX (hopM dmmiencun [2]:

AyTOCOMHO-JIOMHUHAHTHAsl TUIIEPMOTOpHAs HSMHiencus, cBs3anHas co cHom CHRNA4,
CHRNAZ2, CHRNB2, DEPDC5, KCNT1, NPRL2, NPRL3

AyTOoCOMHO-IOMUHaHTHas ciayxoBas snuiencust LGI1, RELN

AyTOCOMHO-IOMHHAHTHAs pOJIaHIM4ecKas Muierncus ¢ peueBoit aucnpaxkcueir GRIN2A
Jlob6pokauecTBeHHbIE ceMelinble HeoHaTanbHbIe cygpoporn KCNQ2, KCNQ3
JloOpokauecTBeHHBIE CeMeliHbIe HeoHaTabHO-UHpaHTmIbHEIe cynoporn KCNQ2, SCN2A
JlobpokauecTBeHHbIe cemeiHble WHGaHTIwIBHBIE cymgoporn KCNQ2, KCNQ3, PRRT2,
SCN2A, SCNSA

Cewmeitnas dokanpHas snuiencus ¢ pazauanoi gokamm3anuein DEPDCS, NPRL2, NPRL3
Cewmeiinas me3uanbHO-BUcouHas smmiienicus DEPDCS
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Hakomnennpiii y4€HpIMH ONBIT W 3HaHUS 00 5((HEKTUBHOM TapreTHOM BO3JCHCTBUU
Pa3NUYHBIX MPEnapaToB MPH NOPAKEHHUIX TEX WM WHBIX TEHOB MO3BOJISIET YTBEP)KIATh, UTO
Ha CETOIHSIIHUI IEHb KpaifHe BA)KHO IMPOBOUTH MOJICKYJIIPHYIO JHATHOCTHKY JUIs Toa0opa
HanboJIee aJIcKBaTHON TaKTUKH jieucHus [3]:

SCNI1A - wusberaTh NPOTUBOAIHICNITHYCCKUX IMIPEMapaTroB, OJIOKUPYIOIIMX HATPHUEBBIC
KaHaJIbl, U3-32 PUCKAa 00OCTPEHHSI IPUCTYIIOB; €CIIM HEOOXO0AUMa OTepaIys 10 JOOIKTOMHH,
ClIeAyeT TPOKOHCYIbTUPOBATh MAIMEHTOB O TOTEHIMAIHHOM pPUCKE MOBTOPEHUS
MOCIICONEPAIIIOHHBIX ITPHUIIAIIKOB.

SLC2AL1 - xeToreHHas 1ueTa Kak Teparus IepBOr JIMHUU

TSC1, TSC2 - paccMOTpeTh BO3MOXHOCTh NMpUMEHEeHHs HHruOuTopoB MTOR (Hampumep,
3BEPOITHMYC)

POLG - u3berarh BaIbIIPOEBOM KHCIIOTHI H3-32 PUCKA ITEYCHOYHON HEJOCTATOYHOCTH
GRINZ2A - nongymats 0 MeMaHTHHE?

DEPDCS5, NPRL2, NPRL3 - paccmatpuBath uarnoutopst mTOR?

BwMmecte ¢ Tem, B pe3yibTare MCCICIOBAHUN BBISABIISCTCS BCE OOJBIIE HOBBIX T€HETHYECKHIX
MIPUYHH MUJICTICHI, 1 BOSHUKAET He0OOXOAMMOCTD 110100pa TapreTHOW Tepanuu it HuX. Tak,
K CIIUCKY T'€HOB — BUHOBHUKOB (hOKaJIbHBIX (hopM smusiencuu HelaBHo qodasuiuck SEC24B,
FMRP, ROBO4, NLGN3 u CEP170B [4].

B cBs13u ¢ pacnpocTpaHEHHOCTHIO CHHAPOMOB U €0 Pa3HOOOPa3HOM KIMHUYECKOW KapTHHOM,
CpeAM TMAaIMEeHTOB Y30€KHCTaHa Ba)KHO M3YYMThb MOJIEKYJSPHO-TEHETHUYECKHE M KIMHHUKO-
Hellpogu3noI0ruyeckre OCOOCHHOCTH NAalMEeHTOB € (DOKAIBHBIX OSIMUJIETICUEl, a Takxke
oneHUTh 3(P(PEKTUBHOCTH TUATHOCTHKH KIMHUYECKMMU W MOJIEKYJISPHO-TEHETUYSCKIMHU
METOAaMH WM ONTHMH3HPOBATH AJITOPUTM JWArHOCTUKH JaHHOW KOTOPTHI TAIMEHTOB. Y
MHOTHX TaIMeHTOB C (DOKAIBHBIMH SHIJIENTHYECKUMH CHHIPOMAaMH  BBISBIISIOTCS
xapakTepHble u3MeHeHus Ha D01, OpHako, 3TH Ke HaTTepHbl MOTYT BbIXOAUTh Ha D01 y
NAIMEHTOB C I'€HEPAJM30BAHHBIMU SMHJIENTUYECKUMU cUHApoMamu. K ToMmy ke, y Takux
MAIMEHTOB MOXET COBCEM HE BBIABIATHCS Kakas-THOO maToyornyeckas akTUBHOCTh Ha DOI
[5].

B V306ekucrane HEeT MOMyNALMOHHO-CTATUCTUYECKUX JIAHHBIX, B CBS3H C HECOBEPIIEHCTBOM
IMarHOCTHKH. MccnenoBanne momy sy Y 30eKiucTaHa SBISIETCS] BAXKHBIM U aKTYaJIbHBIM IS
MOHWMAaHMUSI ~ YacTOThI  (DOKATBHBIX  DMHJICNTHYECKHX  CHHAPOMOB, Yy  TIallHEHTOB
BBINIEYKAa3aHHBIX  Tpynn. [IpoBespeHne  MOJNEKYISPHO-TEHETHYECKOW W KIMHHUKO-
HEHPOPHU3NOIOTHIECKON JUArHOCTHKH IMOMOXKET HEKOTOPBIM CEMBSM IIOCTaBUTHh TOYHBIN
JMarHo3 3a00JIeBaHus, BBISIBUTH IPOTHO3, TEM CAMBIM CO3/aTh PEECTP U PACIIUPHUTH CIYXKOy
MEIMKO-TEHETUYECKOr0 KOHCYIbTHpOoBaHUs. Ha ocHoBaHMM MOAM(UIIMPOBAHHBIX METO/0B
UCCIIeIOBaHMs, B OynyIlieM, B MPAaKTUKY 3paBOOXPAHEHHUS MOXKET ObITh BHEIPEH HOBBIN
MPOTOKOJI JJUATHOCTHKHU CEMEHHBIX (DOKAIBHBIX SMUICITHUYECKUX CHHAPOMOB.
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