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B HacToslleil MHCTpYKUMH O MpUMEHEHHIO (nanee — VHCTPY KLIMH)
W3/10KEH METOJ JMarHoCTHUKH FeHeTHUYECKUX SMUACHTHICCKNX CUHJPOMOB C
HayajJoM B MJIaleHUYECTBE, KOTOPBIA MOXKET 6LITH UCIIONB30BAH B KOMIIICKCE
MeTULAHCKUX YCIyT, MPUMCHACMBIX Mpu OKa3aHWH MEeIMIMHCKON MTOMOLIN
nmarueHTam ¢ SIUJIETICHEN.

MeTo, W3I0KEHHBIN B HacTOAIIeH MHCTPYKLMH, MpeIHasHadeH JU1s1
Bpauei-HeBPOJIOroB, ppauei-ncuX1aTpos, ppaveii-reHeTUKoB 1 MHBIX
ppaueii-crielnaaicTon opraHuzalinii 37paBOOXpaHeHus, 3aHUMAIOIIXCS

ledyeHreM IMallMCHTOB C 31'II/IJ'ICHCI/I€I\/JI.

[TOKA3AHKA K [TPUMEHEHHMIO

dnusenTUUeckue  pUCTYIIDI W/ SIWIeNnTHUeckud — crartyc ¢
nebroToM B Bo3pacte 10 1 roaa, CONPOBOKAAIOLINAECH [porpeccupyromum
HapyLIEHHEeM HEHPOTICUXUIECKOTO pa3BuTUsl, C OTCYTCTBHEM U3MEHEeHUH 10
JaHHBIM MaTHUTHO-PE30HAHCHON tomorpaduu  (MPT) TOIOBHOTO MO3ra,
BBIIOJHEHHON Ha anmaparte MOLIHOCTBIO HE MCHEE 1.5 Tecna ¥ HagM4nEM
nrobon SIUIenTUGOPMHOHN AKTUBHOCTH 1o JIaHHBIM

sneKkTpodHIedanorpapuu (22I).

[IPOTUBOIIOKA3AHMS JUIA [IPUMEHEHWSI

Hpommonox{a?,a}mﬂ, COOTBETCTBEHHO TAKOBBIM UL MeJUIUHCKOTO
HpI/IMeHeHI/Iﬂ MEJHMLUHCKUX l’lB,ﬂeﬂHf’l, HeOOXOAUMBIX  JUIS peanmaunm

MeToaad, N3JI0KEHHOTO B HaCTOSIUleﬁ WMHCTPYKLHH.



[TEPEYEHDb HEOBXOAMMDbIX MEAULIMHCKUX VI3 JIEJIW,
PEATEHTOB

1. Anmapat s BBITTOJIHEHHA 29I,

2. HaGopbl peareHToB [Ulsi FeHEeTHHECKHX pcclie0BaH .

OITMCAHUWE TEXHOJIOT MU MCTIOJIb3OBAHMA METOZIA

1. TIpy pasBUTHM SMHJICTTHIECKUX MPUCTYTIOB J/WA SIIAJIENTHYECKOTO
craTyca ¢ pebtiotom B BO3pacTe O 1 roma, COMPOBOXKIAOIIMXCS
[IPOrPECCUPYIOLIMM  HAPYLICHHEM HefponCcHXMYeckoro — pasBuThd,  C
OTCYTCTBUEM H3MEHCHUH 10 NaHHEIM MPT roJIOBHOTO MO3I'a, BBIIOJHEHHON
pa annapaTe MOLIHOCTbIO HE MEHEE 15 Tecna u HanumuvieM JOOO¥
SNUIENTHPOPMHOH AKTHBHOCTH 110 nannbiM DD ycraHaBiyMBaroT IMArdos
«IIpearonaraemMbii reHeTHUYeckyi AMUIeNTHUeCKUA CHHAPOM C HadajloM B
MJIaJeHUYECTBEY.

2. Jlns moATBepkKAEHIs TEHETHHECKOTO SUACTITUYECKOTO CHHApOMaA C
yayasoM B MJlajgeHuecTBe M YTOUHEHMA  €ro (GopMBl,  BBIOJIHAIOT
MOJIEKYJIIPHO-T€HETHYECKOe NCCIeI0BAHME 1 201

3. T1pu oOHaApyKEHNN NaTOTEHHOM WK BEPOATHO MAaTOTeHHOH My Tallii
5 renax SCNI1A, PCDHIO, KCNQ2, CDKL5 ycraHaBIMBalOT IIMarHo3
«FeHeTHUECKUi SMUIeNTHYECKUH CHHAPOM € HAaualoM B MIIaJICHIECTEEY.

4. [1pu 0GHAPYKEHHH aTOreHHON UK BEPOATHO MaTOreHHOW MyTaluu
B rede SCNIA u = Taxkux KIMHNKO-3IeKTposHIebaTorpahnieckux
NposIBIeHMH, KaKk Hauao 3a00/eBaHus B BO3PACTE 10 15 mecsiieB, HaJIM1Ue
JUTMTENbHBIX FeMHKJIOHHYECKUX JMUISNTHYECKUX MPUCTYIIOB 1 MTOBTOPHBIX
STMJIENTHYECKUX CTATyCOB, IPOBOLHPYEMBIX JINXOPAAKOH, pe3UCTEHTHOCTD K

HpOTI/IBOBHI/IHGHTI/ILICCKI/IM CpeacTBaM, HOpMaJIbHOEC HCHPOHCHXHQ@CKO@



passuThe B JebioTe 3aboneBaHus H  €ro yXyllleHHe [oce Havdana
NPUCTYTIOB, MOsBJIEHNE MO J1aHHBIM AT nocie ABYX JeT KU3HU 3aMeJIEHN s
OCHOBHOH  akTuBHOCTH  (poHa,  (OKAIBHOM, MyJIbTH(QOKAIBHOH 1
reHepali30BaHHON  AMUIENTH(QOPMHOH  aKTUBHOCTH yCTaHaBJIMBAIOT
«Cunapom [pasey.

5. [1pu 06Hapy)KEeHNUH aTOreHHON WK BEPOSATHO MaTOreHHON MyTaluu
B rede CDKLS un TaKux KITMHUKO-3JIeKTpodHIe(anorpapuieckux
[posiBNeHuH, kak 1e6roT 3ab0neBanus B MEPBBIC MECALDL PKU3HU, HaJIu4ue
TOHHYECKHX MPUCTYIOB, SMUJICNTHYECKHX CIIasMOB, reHepaIn30BaHHBIX
TOHUKO-KJIOHMUECKUX MM  (POKAJIbHBIX TPUCTYIOB, PE3UCTEHTHBIX K
[IPOTHBO3MMUIIENITHYECKUM CpelCcTBaM, BBIPKEHHOE HapylLIeHHEe
HEMPONICHXHYECKOr0 M JIBUrATe/IbHOrO pasBUTHA, MBILICHHAA TUITOTOHUS,
OTCYTCTBHUE BH3yallbHOTO CJICKEHHs, MOSBICHUE Ha 31" mociie OJHOro roaa
KU3HH nHTepﬁKTaﬂbHoro audhy3HOro  BBICOKOAMIUTMTYAHOrO  AeJIbTa-
saMeUIeHHs C TICEBAONEPHOAMUECKHMI BCILIECKAaMH CTIANKOB, [OJMCIIAKOB
1 KOMILIEKCOB «CIaiK—BOIHAY ycTaHaBauBaoT « CHHAPOM SBOJIIOIIMOHHON U
SMenTIYeckoi sHIe(anonaTuy, CBI3aHHOM ¢ MyTaluer B reHe CDKL5».

6. [Ipu oGHapy KeHWH aTOr¢HHON MK BEPOATHO [aTOTEHHOW MyTallu
B rege PCDHI9 wu Takux KIIMHMKO-3JeKTpodHLedanorpa@uuecknx
MpOSIBIEHUH, KaK N€0I0T SMUIIETICHH 10 1 roma >KU3HU Y JIUL XKEHCKOTO T10J1a,
HaMUMe  KJIACTEPHBIX  OMWIENTHYECKUX — MPHUCTYMNOB, MPOBOUMPYEMBIX
IUXOPAZKOH W  PEe3UCTEHTHbIX K MPOTHUBOSMMICHTUHCCKAM CpelCTBaM,
HapyllleHHe HEeMPONCUXUIECKOro pasBUTUs NOCHe ABYX JIET HKU3HH, HaJIA4ne
Ha HHTepUKTanbHOH DI MelIeHHOI (OHOBOI aKTHBHOCTH C PEAKUMH
hoKanbHBIMK  CriafikaMu M MEUIEHHbIMH  BOJIHAMH yCTaHaBINBAOT
«KIacTepHyo 3IUJIEINCHIO, CBA3ZAHHYO C myTauuedt B reie PCDH19».

7. [lpn oOHapyxKeHHM MyTaluu B TeHE KCNQ2 u Takux KJIHHHKO-

ynexkTpodHIedanorpapuIecKux NposiBIEHUH, Kak [eOlT SHWencnu B
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mepBble JHM JKH3HM, HalMiue (hoKasbHBIX TOHHHYECKHX, KITOHMYECKUX U
MUOKIOHHUECKAX ~ [IPUCTYIOB, — HapylICHUE Heliporcuxuueckoro M
[BUraTeNbHOrO  pa3BUTHA,  MAaTTEPH «BCIIBIIIIKA—TIOABIIEHUEe)  WJIH
MyJIBTH(QOKaIbHAS snunentuGopMHas akTUBHOCTE 10 naHHeM - OOD
yCTaHABJIMBAIOT «Cunnpom SBOJIIOLMOHHONW W SMUIENTHIECKOH

suiedanonaTiy, CBA3aHHON ¢ MyTaluel B FEHE KCNQ2».
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