EOJIbLLUUE
\{ HEBPOJIOrMYECKME
NAHENU




HACNEACTBEHHDIE BOJIE3HM
HEPBHOMU CUCTEMDI

B pe3synbrare uccrienoBaHuM,
npoBeAeHHbIX B NocsiegHee
AecsATuseTHe, BbiSIBJIEHO 3HaYMUTEeJIbHOe
YMC/1I0 MOHOreHHbIX BAPUAHTOB
HacsieACcTBEeHHbIX 60/1e3He HepBHOM
cucrembl (HBHC), n uncno nx
HEYKJIOHHO yBeJINYMBaeTCs.

TPYOHOCTU OUATHOCTUKMU:

BbIpaxkeHHbI KITUMHUYECKUI NonmMMopduramM
(BblcOKas BapnabenbHoOCTb AeboTa

K/IMHUYECKMX MPOABIEHUI, pas3iuyHas CKopocTb
popmupoBaHus beHoTuna);

leHeTnueckas reTeporeHHoOCTb KJIMHNYEeCKN
CXOXUX BAPUNAHTOB;

3HauuTenbHas CTOMMOCTb
nocnenoBaTesibHOro TapreTHoro
CeKBeHMpPOBaHUA OTAOESIbHbIX TEHOB.

[ns obneryeHus gnarHoctnku ¢opmbl HBHC 1 3HaUMTENBHOrO CHUXEHUSA CTOMMOCTU UCCNeA0BaHWM HaMu 6biiu
paspaboTaHbl NaHe N Ha OCHOBE METOAA BbICOKOMPOU3BOAUTENBHOMO S3K30MHOIO CEKBEHNPOBAHUS, Pa3fefieHHble

Ha 6 OCHOBHbIX KJIMHUYECKMX rpynn:

HacnepcTBeHHble anunencum

HepBHO-MblleyHble 3a60neBaHUs

HelipopereHepaTtuBHbie 3a6oneBaHus
WU paccTpoucTBa ABUXEHUS

NATb HAWUX

3apepXxka pasBUTUS U paccTpoicTea
ayTMCTUUYECKOro cnekTpa

MeTta6onuueckue 3a6oneBaHus
(HacneacTBeHHble 60N1€3HM O6MeHa)

O6weHeBponoruyeckas naHenb

« 3 A»

Bnaropaps AoctynHas ansa MocnepHue paHHbIE MpuunHa 6onesHu
YHUKasbHbIM Bawwux nauuneHToB TLWaTesNbHbIA OT60P MUPOBOW HayKu 6yneT HanpgeHa
paspa6oTkam reHeTuyeckas aHanu3upyeMbix C MaKCcMManbHO
HU3KME LieHbl AMarHocTuka BO3MOXHOM

uccneaoBaHuUm Ha HoBeuLweM BEPOSAATHOCTbIO

o6opyaoBaHuU



HOBAS HEMPOIJIATOOPMA

Pa3Hble no cBOEV 3TUONOrMN 3a60NEBaHNA MOryT UMeTb CXOXune CUMNTOMbI —
HOoBas nnaT¢opMa c06pana B ce6e caMble NnocnegHue HeJaBHO OTKPbITbl€ r'eHbl,
aCCoL MMpoBaHHBIECHEBPDONORMSECKIMA 3a6oneBaHnaMu!

CobpaHbl U3 KpYMHeNWMnX 6a3 AaHHbIX 1 NOCAegHUX HAYYHbIX
nyénvkaunn. Heponnatdopma Tenepb No3BoAseT CMOTPETb
BCE HEBPOJIOrMYeckme MOHOreHHble 3aboneBaHus. MNnatdopma

nogeneHa Ha BMpTyaJibHble naHen reHoB, yCKopatouwme nomnck
r e | | O B BO3MOXHOMN reHeTn4eckom MPUNYNHbI.

COMHEBAETECH KAKYHO INMAHEJ1b
HASHAYUTE? BbIBUPAVTE JTKOBYHO!

HacnepctBeHHbie HepBHO-MbIlWEeYHbIE
anunencum 3a6oneBaHus

€

HelpopereHepaTuBHble

3a6oneBaHus O6ueHeBponioruyeckas
M paccTpouncTea . . naHenb
OBUXEHUs
3apepxKka pasBuTtusa MeTta6onuueckue
M paccTponcTea 3a6oneBaHusa

AYTUCTUYECKOro cnekTpa



NMPEMMYLLECTBA

Bonee paBHOMepHOE NMOKpPbITUE
Mo CPaBHEHMIO C MOJSTHbIM

W KJIMHUYECKNM
CeKBEHMpOBaHMEM 3K30Ma

BkntoueHne B naHenb
MaTOreHHbIX U BEPOSATHO-
MaTOreHHbIX BAPUAHTOB

B HEKOOMPYEMbIX 0B/1aCTAX
(MHTPOHbI, perynsTopHble
MeXreHHble Y4YacTKMY,
HeTpaHCANpPYEMble PEr1OHbI U
CcanTbl CMaNCUMHra) onnucaHHble
B ClinVar n gpyrunx 6asax
OAaHHbIX

HocTaBka MaTepuana ans
nccregoBaHma 13 to60M TOUKU
Poccum n CHIC

nmy6uHa
nokpbITUsa He MeHee 100x

HoBble reHbl

O6HOoBEHHbIE aTFOPUTMbI
noucka MOHOMEHHbIX
NPUYMH

O6HOBNEHHbIE &NTFTOPUTMbI
rnoncka CNV no n3bbiTky
NPOYTEHUN

(TpebyeTcs noaTBEPXOEHME
pedepeHCHbIM METOO,0M)

Ldo6aeneHbl MHTPOHHbIE
naToreHHble BapuaHThI,
onucaHHble B 6aze Clinvar

Ckunaokum Ha Genome UNI

Ling ynyuweHus Kaqecxaa-suouuq)oﬁﬁaruqec' bro:.f'auanq_ié

Mbl UCnoJib3yeM He TOJIbKO M

YHapoaHbie 6a3bl né‘_ﬁn':o_rlynnui_aouubm

BapMaHTaM, HO M KPynHEeNWYIo B Poccum 6a3y gaHHbiX — Genomed,
OCHOBaHHYIO Ha 6onee yeM 8'000 cekBeHUpoBaHUM (MaHe NN TEHOB,
NOJIHO3K3O0MHOIro ceKBeHUPOBaHUS, NOSIHOFEHOMHOIO CEKBEHMPOBaHMUSA)
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HAUBOJIEE YACTO
BCTPEYAEMbBIE MOHOINEHHbBIE
HEBPOJIOIT'MYECKME
3ABOJIEBAHUSA, BXOASALLUE
B CTPYKTYPY BOJIbLLUX
HEBPOJIOIT'MYECKMUX

Snunencum

HapylweHus
HelpoHaNIbHOW MUrpaLmm

PaccTpolicTBa ABUXEHUI

HelpopereHepaTuBHbie
3a6oneBaHus

CTpyKTypHble HapyLleHUs
rosloBHOro Mosra
(6onesHun HelripoHanbHOM
Murpaummn)

HepBHO-MbIWEeYHbIE
3a6oneBaHusa

MutoxoHapuanbHbie
6onesHun

O 00 0O © o

V]

ApTporpunos

HacnepctBeHHble 60ne3Hn
accoummnpoBaHHble ¢ LN

PaccTpoticTBa aBUXEHUSA
(Movement disorders)

AyTunsm
3apepxKa pasBuTtusa
LUunnnonaTtum

MoHoreHHble CMHAPOMBI
YMCTBEHHOW OTCTaNIoCTH

MurpeHb

KaBepHoO3HbIe
M cocyaucTtble
ManbdopmMaummn

NAHEJNEMA

VI

CocynucTble 3a6oneBaHus
rofIoBHOro Mo3ra

HacnepctBeHHble
3a6oneBaHus,
accoumMnpoBaHHbIe ¢
reMunnerven/MHCynbLToM

MeTta6onunyeckue
3a6oneBaHusa

(HacnepctBeHHbIe
60ne3HN o6MeHa)

KpaHunocmHocTos
Mukpouedanusa

HelMpokoxHble
3a6oneBaHus

OemeHuusa

BOJIEE 50% HACJIELACTBEHHbBIX

3ABONEBAHUM MMEKOT
HEBPOJTOITMYECKME CMMMOTOMBb




HAC/NIEACTBEHHDIE

SNMUANENCUMA

3a6osieBaHUA XapaKTepuUsylolmecs HalMumMeM anunenTUuIecKmnx
NpPUCTYNOB U anunenTMdopmMHOU akTUBHOCTU Ha DI, Takxke
B rMaHesib BKJIOUEHbI He3NUenTUYeCKne CoOCToSHUS, ANs yyJlleHus
avddepeHUMaNbHON ANArHOCTUKU

>1000 reHos 70-80% 40%

AcCCoUMMPOBAaHHbIX Bknapg reHeTnyecknx GakTtopos Snuaencmin MOHOreHHOro

C anunencuen B passBuTue anunencunnm

MPONCXOXOEHUSA

SnunenTtuyeckme
3HUedanonatum HelpoHanbHbi
Mporpeccupytolme c nattepHom CSWS LepounaHbI
MWOKTOHYC-3MMnAencum nunodycumHo3
. CuHapom geduumta
SHuedpanonatnm TpaHcropTepa
passuTna . rnoKo3bl-1
MaononaTtunyeckue Snunencum,
reHepasiM3oBaHHble . accoLMMpoBaHHbIe
snunencum

c amsaptpuen n 3P,

AnbTepHupytoLLas .

. Snunentuyeckme
remunnerua

SHUedanonaTnm

MoOHOreHHble CUHOPOMBI,

. CuHapom [paBe

conpoBoxaatoLmecs
anunencuemn
HelponereHepatuBHble ‘ CuHppom [lyse
3aboneBaHuns I I
BonesHn obmMeHa CuHpopom
(MeTabonuyeckue MoHoreHHble JlenHokc-lacTo
anunencum) HapyLweHus
HenpoHanbHoM

Murpauymmn



HEPBHO-MbILLEYHDIE

3ABOJIEBAHUSA

BkntoueHa obwmpHas rpynna 3aboneBaHui, XxapakTepu3syoLMXCa NPOrpeccnpy oMM
BSA/IbIM NaPe30M UK aTpoduelt pasnnyHbIX MblLLeYHbIX Py, B pe3ysibTate nopaxeHus
onpepeneHHbIX oTAenoB pebrieKTopHOM Ayru, obecneymBatoLlen HopMasbHY O GYHKLMIO

MyCKynaTypbl.

YTpaTta nnu n3MeHeHne HopMasibHOW ABUraTeNIbHON aKTUBHOCTM U3-3a CHUXEHWNS CUIIbI
M TOHYCa MbILLL, MOXET BO3HMKATb Kak B pe3yfibTaTe NnopaxeHus CO6CTBEHHO MblLUL,
(mepBrYHO-MbILLIeYHble 3ab0/1eBaHNs), Tak U B pe3ynbTaTe nopaxeHus nepndepmyeckmnx
HEepPBOB (paszfnyHble BUAbI MOJMHENPONATII) NN MOTOHEMPOHOB CMIMHHOMO MO3ra
(cnrHanbHble MblleYyHble atpodurm), MM GUCHYHKLUN HEPBHO-MbILLEYHOIO COEAVNHEHNS
(MracTeH1), a Takxe HapyLleHUN, KOCBEHHO BNSAOLWMX Ha PaboTy MbILLILL

MepBuyHoO-
MocTo- MblLUEYHble
MO3Xe4ykoBas 3ab6oneBaHus Bonesnu
runonnasmsa MOTOHeNpoHa
Bokoso . 3aboneBaHus
aMmoTpobuUyeckmin nepudepmnyeckmx
cknepos . HepBoB

BonesHun HepBHO-

CUHAPOM pUrnaHOro
MbILLEYHbIX CUHAMCOB

MO3BOHOYHMKA
(MmnacteHum)
OcTtpas
P . MeTabonunyeckme
eunauBMpyoLLas
peUnAl PytoL, Muonatum
MUOFNOBUHY PUS
MnoToHnm
MurmeHTHasA . 1 nepuogu4eckmin
Kcepoaepma napanuy
‘ unaTauMoHHas
OucTtpornukaHonaTtus A atmonna
. . Kapauomuonartus
BonesHb Japbe MNosAcHO-KOHeUYHOCTHAasA
CnuHanbHasa MblleyHas auctpodums

MbilleyHas
atpodus



HEUPOErEHEPATUBHDIE

3ABOJIEBAHUSA
U PACCTPOUCTBA ABUXXEHMUSA

BktoueH WMPOKUN CNekTp pasfinyHbiX MO CBOeM npupoae 6onesHen,
06YC/IOBMEHHbIX MOCTEMNEHHOM rMb6enblo OTAEbHbIX MPYMM HEPBHbIX
KJ1IETOK 1 XapaKTePU3YIOLLMXCHA HEYKITOHHO NPOrpPecCcUpyoLLnM
HeBpoOsorMyeckum neduLmToM, BKIOYAS ABUraTebHble PacCTPONCTBA,
NCUXO3MOLMOHASIbHbIE U KOTHUTUBHbBIE (BM/IOTh 40 AeMEHLUM) HAPYLLUEHUS
M 3nunenTnyeckme npucTynol

BonesHb
CnuHanbHble
. [eHTUHITOHa
Nenkopnctpodumn amMmotpodpum
N Vikdartnonas . CnuHouepebennsipHble
HelpoakcoHasbHas arakcn

puctpodus

MuToxoHApuanbHble BonesHb
3aboneBaHus . . BunbcoHa
PaHHwne
. . BonesHb
snunenTuyeckmne
[MapkuHcoHa
3HUedbanonatum
HeliponereHepauus
C OT/IOXEHMEM Xenesa

CnacTtuyeckue
napannerum
B MO3re

‘ MapokcrsmanbHbie

CuHapom Cerasbi P

‘ . ONCKUHE3NN
JlobHO-BUCOYHaRA BonesHb
neMeHuns Bokoson AnbureniMepa
amMmoTpoduyeckui

cknepos



SAAEP)XKA PA3BUTUSA

U PACCTPOMUCTBA
AYTUCTUYECKOIO CNEKTPA

Bk/to4eHbl COCTOAHUSA 3a48PXAHHOMO UMM HEMOMHOMO YMCTBEHHOMO Pa3BUTUSA, KOTOPOe
XapaKTepU3yeTcs Npexae BCero CHMXeHMeM HaBbIKOB, BO3HMKAIOLWLMX B NMPOLIecce passButms,
1 HaBbIKOB, KOTOPbIE ONpPeaenstoT 06N yPOBEHb UHTENIEKTA BCIEACTBUE HAPYLLUEHWIA
CTPYKTYpPbI Un GYHKLMN MO3Ta.

Takxe oThenbHO BbIAENATCA PACCTPONCTBO ayTUCTUYECKOrO CMeKTPa - HapyLleHUs
COLMANIbHOrO B3aMMOLENCTBUS U COLIMANTbHOM KOMMYHMKALLWMY, B COYeTaHUN
C OFPaHNYEHHbIMW MHTEPEeCaMU U XECTKOM U MOBTOPSAIOLLENCS MOAEe NV MoBeAeHUs

CuHapom
CemMeliHas sHUedanonaTus AHresbMaHa
C BKJTIOYEHUAMU
HeNpoCepnnHOBbLIX TeneL,

CuHpgpom PetTa

. CuHOpoM

CuHapom Xy6epa . Py6uHLITeHa-Tei6m

KopTukanbHble

MuoToHnyeckas
MOPOKM Pa3BUTUA . ‘ ' anctpodus

. HelpopurbpomaTos

LLInsodpeHus

Ty6epo3Hbit
BonesHb Japbe yoep
cknepos
‘ X-cuenneHHas
AyTnam
YMCTBEHHasn
‘ . OTCTaNoCThb
Mykononucaxapugos BonesHu
AyTOCOMHO- HakonneHus
OOMWHAHTHas
YMCTBEHHaA

OTCTaJIOCTb



METABOJIMMECKME

3ABOJIEBAHMA

(HACNIEACTBEHHDIE BOJIE3HU OBMEHA)

pynna 6one3Hen 4eTCckoro 1 B3pOC/a0oro BO3pacTa,
XapakTepusyolMecsa HapyLeHnemM HopMasbHbIX MeTabomuyeckmx
MPOLLECCOB B TKAHAX, Yallle BCEro, M3-3a OTCYTCTBUSA
WM HELOCTATOYHOCTU ONpenenéHHoro epmMeHTa, 1, Kak cneacTeue,
MaTo/IOrMYECKOrO HAKOM/IEHUS BeLLeCTB, 06/1a4atolWmMX TOKCUYECKUM
O0ENCTBUEM UM HAPYLLAOLWMX CMOCOBHOCTb CUHTE3a APYrnX
KMU3HEHHO BaXHbIX COeANHEHWNN

Mpexogawmn
HapyweHus HeoHaTasbHbIN
06MeHoB caxapHblin guabet
yrneBoaoB [MceBpornnoanbaoCTePOHN3M
Mopdupun

. Konponopdupua

[MNepBUYHan

AMUHoaumaonaTim
runepokcanypusi

. CupepobnacTtHas
aHeMus C atakcmnemn

OpraHunyeckue .
aumponatum

HapyweHne o6MeHa

‘ CeMeiiHas
cTepounos nceBgorMnepKanMemMms

JIn3ocoMHble

HapyweHua okucneHus ‘
6onesHn

XMPHbBIX KUCOT ' .
HapyweHuve nypuHos [NepoKkcMCoMHble
nan NUPUMHUANHOB MUTOXOHAPUANbHBIE Goneskn
60ne3Hn BCNeacTemne
MyTauui B SAePHbIX
reHax



OBLLEHEBPOJIOIr'MYECKAS

NMNAHEJIb

HacnepcteeHHble 3a60/1€BaHNs, KOTOPbIE MOy T COMPOBOXAATbCA
Hernporpeccupytolen HeEBPOTOrMyeckom CUMMNTOMATUKON.

o HepaBHero BpeMeHu (Harnpumep, L) nuwb y Manon 4yactu Takmx
3aboneBaHM NOATBEPXAAN reHeTu4eckyto npupony. NocnegHmne
nccnenoBaHMa NokasbiBaKT YBESIMUYEHUE KOTMYECTBA MOHOMEHHbIX MPUYMH
M MX 3HAYMMOCTU: HEKOTOPbIE HO30/10rnYeckme GopMbl MMeT

He TONbKO MPOrHOCTUYECKOE 3HAYEHME A1 YIeHOB CeEMbM,

HO 1 MO3BOJSAIOT ONPEeneNTb NPABUIIbHYIO TAKTUKY NIEYEHUSA naumeHTa

KaBepHO3Hble
ManbdopmMaLmm

MurpeHb

CocygucTtble
‘ ManbdopMaLumm
CADASIL

CocyaucTble
3abonesaHus
rOfIOBHOIO MO3ra
Hapywerue
remMocrasa

HacnepncreeHHble
3abonesaHus,
accounmMpoBaHHble

c remunneruveir/
HacnencrteeHHble MHCYNIbTOM

60ne3Hun,
accoummpoBaHHble

c aLn

ApTporpunos



AONOJIHUTENIbHbIU
CNMUCOK FrEHOB

66 reHoB

B nnar¢popmy BknoueHbl 66 reHoB, peKOMEeHAOBaHHbIX
AMepMKAHCKOM Kossierme MeAMLMHCKUX FreHEeTUKOB
K COO6LEHMIO B 3aKJIIOUEHUSAX O C/TyYaWHbIX HAXoAKax

Anropu'rM AUQrHOCTUKM NMAaLMEHTAa
c npeanonaraéMbiM HacNneACTBEHHbIM 3a6oneBaHMeM

|_|pl/| oTpuuaTenbHOM pe3synbrtaTte no rnaHendaM reHoB — noJIHoreHoMHoe
ceKBeEHMPOBaHME MO CHM)KEHHOM cToMMocTH!

flBHas xpoMocoMHas
nartonorms

XPOMOCOMHbIN
MUKPOMATPUYHbIN
AHANIN3 3K30HHOIO
YPOBHSA

MpusHakw,
XapakTepHble ans
rpynnbi 3a6oneBaHuin

NMAHEJIMTEHOB

NOJIHOrEHOMHOE
CEKBEHUPOBAHMUE

Cneuuduueckun
¢deHoTMN

TapreTHble MeTOAbI

MuTtoxoHapuUanbHbI
reHoMm




JIA TEHETU

. TMIPUNUHY?

-

Genome UNI — 310 cekBeHnpoBaHue Bcero reHoma (WGS),
KOTOpOe AaeT OTBeTbl HA BONPOCHI, paHee ocTaBaBLUUECS
HepeLweHHbIMU

NMOJIHOTA UCCJIEAOBAHMUA

TOYHDIE PE3YJIbTATbI

[MonHoe cekBeHnpoBaHue reHoma (WGS) B TecTe
GenomeUNI npefctaBnseT BO3MOXHOCTb CAenaTb
TOYHbIV aHaNM3 BCero reHoMa naLmeHTa 3a ogHo
vnccneposaHue. He Tpebyetca nepesabop o6pasyos
oT nauuneHTa.

[NaBHbIV B CEPUMN TECTOB A1 MOMCKA NPUYMNH
reHeTUYeCcKon NaTonorum.

OAHO UCCZIEAOBAHMUE

HA BCIO XXU3Hb

Tect GenomeUNI gaeT BO3MOXHOCTb MOSb30BaTbCA

nony4YeHHbIMU OAaHHBbIMU HA MPOTAXEHUN BCEM XU3HU.

Pesynbratbl nony4eHHbIX aHHbIX MOXHO
aHaIM3MpPOoBaTb NPU NOSIBNIEHUM HOBbIX 3HAHWM
O CTPYKTYpe 1 GyHKLMM reHoMa, Tnbo B criyvae
MOSIBNIEHWNSI HOBbIX KIIMHUYECKNX NMPU3HAKOB

y naumeHTa.

CKOPOCTb UCCJIEROBAHUSA

Tect GenomeUNI o6ecneunBaet B cpeaHeMm 30 KpaTHoe
MoKpPbITUE KaXA0ro y4actka reHoma 1 faeT 6onee
TOYHbIN PE3ynbTaT, YeM MOHOEe CEKBEHMPOBaHMe
3k3oMa (WES) ¢ nokpbitrem 100.

TecT obecneymBaeT nokasatenu AMarHoCTUKU
Ha 20-30 % Bbiwe, yem WES (go 40-60 %).

rMYBOKUA AHANU3

Bonee MouHana 6uoHudopmaTryeckas obpaboTka

C MCMNONb30BaHMEM COBCTBEHHbIX 6a3 AaHHbIX

1 Ccrneumanms3npoBaHHbIX afifOPUTMOB NO3BOSET TOYHO
NMPUOPUTE3NPOBATL KIIMHUYECKN 3HAYMMbIE BAPUAHTbI.

KOHTPOJIb KAYECTBA

HecMoTps Ha To, 4TO MPUY MOSIHOM CEKBEHMPOBAaHWN
reHoMa Mbl NoJsly4aeM MHOMOKPATHO 60/bLN 06beM
nHdopMaLmm ona obpaboTkn, BPeMs BbINMOMHEHNSA
vccneoBaHns cocTaBnaeT Bcero 6 - 8 Hepenb.

Crporuit nogxop, K oLeHke KavecTsa 1abopaTopHbIx
AaHHbIX NPV NCNOMb30BaHMM NPOdECCMOHaNbHOro
narnnarHa rno3BosiseT He TOIbKO MOBbICUTL
BbISIB/ISEMOCTb BAPUAHTOB, HO M M36exaTb OLINGOK.



GENOME UNI

CEKBEHUPOBAHME FrEHOMA (WGS)

Tenepb ¢ MOMOLLBIO KIMHUYECKOTO MOSIHOFEHOMHOIO CEKBEHNPOBAHMS
(WGS) Mbl CMOXeM yCKOPUTb OMArHOCTUKY U cAenaTtb ee 6osiee TOYHOM

OpHOHYKNEOTUAHDbIE 3aMeHbI HAeTtekuusa SV B MHTPOHaX U MeXreHHbIX

yyacTkax
In/Del ot ogHOro Hykneoruaa

B C6anaHcMpoBaHHble NEPECTPOMAKMU C TOYHBIM
apuaHTbl B MUTOXOHAPUANIbBHOM FreHoMe onpeneneHUeM KOOpAMHAT paaphiBa
TpuHyKneoTuaHbIe NOBTOPLI (6one3Hu

YyacTku c notepem reteposurorHoctu u OPA
3KCMnaHcum)

B03MOXHOCTb NepeaHanusa AaHHbIX
CNV nw6oro pasMepa B T.4. MO3aU4Hble

WGS BbisiBnsieT 60/bluie MHCEPLUNOHHO-

WGS oxsarbiBaeT 6onblue reHos npu 30x, AeNeuUoHHbIX BapuaHToB npu 30x yem WES
yem WES npm 100x npu cpepHei rny6une 100x
CraHpapTHas CranpapTHas CraHpapTHas CraHpapTHas
cpepHss rny6uHa cpeaHsisa rny6uHa cpepHsa rnyéuHa  cpepHsa rny6uHa
WGS(30x) WES(100x) WGS(30x) WES(100x)
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CekBeHUpoBaHue 6 MponpureTapHebIn . Banupauna 3aKo4eHune
reHomMma MOMH¢0pMaTquCKMM pe3ynbraTtoB Bpa4a-reHeTUKa

anroputT™



HIGHLIGHTS

Cebiwe 100 renos

BonbLUIMHCTBO KPYMHbIX
KOMMepYecknx naHesien B Mmpe
BkJioyaroT 6onee 100 reHos,
aCCOLMUPOBAHHbIX
C Pa3/IMYHbIMU HEBPOJIOFNYECKUMU
3a6051eBaHNAMU

BbisBnsieMocTb KpymnHbIX
naHeneun cpaBHMMa
C MOJIHO3K3OMHbIM
CceKBEHUPOBaHUEM

B ocHoBe BbIcOKOM
BbIIBNISEMOCTU — KJIMHUYECKUE
KpuTepun otéopa NauneHToB

M NpaBUsbHbIN BbI6OP

ANAarHOoCTU4yeCcKoro tecta

2088 renos

HoBas HeBponoruyeckas
nnatdpopma (lfeHomepn) conepxuT
reHbl, aCCOLUMPOBaHHbIE
C pa3ni4yHbIMK 3a60N1eBaHUAMMY,
MMeloLlme HeBposiormyeckme
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TABJIULIA 1. HOBASA KNIACCUDUKALUA

TUNOB INUNENTUYECKMUX MPUCTYNOB

OOKAJIbHOE HAYAJ1O

(c coxpaHHOM 0CO3HAHHOCTbIO,
C HapyLlUeHNeM OCO3HaHHOCTK)

MoropHbie:

* aBTOMATU3Mbl

* aToOHMn4eckune

* KJ1IOHMn4yecKkune

° 3anNunenTu4eckme cnasmbl
¢ rmnepkKknHeTn4veckmne

° MWOKJIOHWYecKume

* TOHM4ecCkKne

Be3 pBUrarenbHbIX
CMMNTOMOB:

* BeretatunBHble

* noBefeH4yeckme
(behaviour arrest)

* KOMHUTUBHbIE
* 3MOUMOHAasbHbIE
* CeHcopHble

C nepexonomM B
6unarepanbHbli TOHUKO-
KJIOHMYEeCKMM

MEHEPATIM3OBAHHOE
HAYAJ1O

MoTopHbie:

* TOHUKO-KJIOHMN4YecKne
* KJ1oHUn4yeckune

* TOHWMYecCKumne

* MUOKJIOHMYEecKme

* MMUOKJTOHUKO-TOHUMKO-
KJTIOHM4ecCckune

* MUKNTOHUKO-aToOHUN4yecKkmne
* atToHun4yeckumne

* anmnenTmnyeckme crnasmMbl
A6caHcbi:

* TUMNYHbIE

* aTUNnYHble

* MMOKJTIOHMN4yeckumne

* C MUOKJ/IOHMEN BEK

C HEM3BECTHbIM
HAYAJIOM

MoTopHbie:
* TOHUKO-K/TIOHN4YeckKumne

* anunentTnveckmne
cra3Mbl

Be3 aoBUrarenbHbIX
CUMMMNTOMOB:

* nopegeH4yeckmne
(behaviour arrest)

HexknaccupumumuposaH-
Hble



TABJIULA 2. TEPMUHOJIOI'UA

CTAPbIVI TEPMWH

AbcaHc

ATOHMYECKnM

Aypa

BTopunyHoO-reHepannsoBaHHbIM

[enactuyeckui

J>KeKCOHOBCKMUM

Hdunanentunyeckun

NHPaHTUAbHbIE cna3mbl

MuoKNoOHMYecKn

JNo6Ho-poneBol/TeMeHHO-
nonesow 1 ap.

[1CMXOMOTOPHbIM

[MpocTon napunansHbii

CnoxHbI napumanbHbii

Grand mal

Petit mal

HOBbI TEPMWH

10.

1.

12.

13.

14.

15.

[eHepanmMsoBaHHbIN abcaHc

leHepann3oBaHHbIN/PpoKanbHbIN/C HEM3BECTHLIM
HavasioM aTOHUYeCKni

®okanbHbIN 6€3 HapyLUeHNA OCO3HAHHOCTU

®oKanbHbIN C 3BOMOLMEN B BunatepasbHblin
TOHUKO-KJ/TOHUYECKUI

DokanbHbIN (C HApYLIEHNEM OCO3HAHHOCTU UK 6e3
HapyLUIEeHWs OCO3HAHHOCTM) SMOLIMOHASTbHbIN

DokanbHbI MOTOPHBIN C COXPaHHOM
OCO3HAHHOCTbBIO

DokanbHbIN C HapyLIeHUeM OCO3HaHHOCTM

leHepanunsoBaHHble/boKabHble/C HEM3BECTHbIM
HavasIoM anunenTUYeckme crasmbl

leHepann3oBaHHbIl/ GOKanbHbIN MUOKIOHMYECKIM

®oKanbHbIN

®oKasbHbIN C HapyweHneM OCO3HaHHOCTU

®okasbHbI MOTOPHbIN C COXPaHHOM
OCO3HAHHOCTbIO

®okasbHbIN C HapyweHneM OCO3HaHHOCTU

leHepann3oBaHHbIM TOHMKO-KIOHWYeKcui/
dokasbHbIM C 3BOMOLMEN B BUNaTepasbHbIN
TOHWMKO-KTOHNYECKMM/ TOHUKO -KNOHUYECKUI C
HEM3BECTHbIM Ha4YasloM

[eHepanmMsoBaHHbIN abcaHc



HALLUA OBPA3OBATEJIbHbDIE

NMPOEKTbI

NEPBbIV OHNAVH KOHCUTNYM

Pa36op 1 kinMHUYeckoe 06CyXAeHWEe CTOXHbIX AMarHocTuyeckux cyydaes. OHnanH-nnatdopma
1 6ecnnaTtHoe yyacTtue.

OcTaBUTb 3aABKY Ha y4acTne MOXHO HaMMcaB Ha NMoYTy ezayaeva@genomed.ru niv Ha canTe
www.lconsilium.ru

LUKOJTA TEHETUKIN TEHOME/],

2 BMnOa aBTOPCKMX KYPCOB ON14 KITMHULLMCTOB, HarnpaBJ/ieHHble Ha NOBbllLleHNe KBaJ'IVId)MKaLI,I/IM
crneumranncTtoB U YPOBHSA 3HAHUKW O COBpeMeHHbIX MeTogax OMNAarHOCTUKHN, cneu,mcbmqecm/lx
cnMHgpomax, I'IpaBl/IJ'IbHOIZ MHTEpNpeTaLnm NoNnyyYeHHbIX pe3ysibTaToB TECTUPOBAHUA.

OcTaBuUTb 3as9BKYy Ha y4acTve MOXHO HarnmMcas Ha NnoyTy ezayaeva@genomed.ru

NEUROLOGY JOURNAL CLUB

Mopnepxka HekoMMepueckoro npoekta Neurology Journal Club (https://www.facebook.
com/NeurologyJournalClub): KpynHbie 0630pbl, BUAeoO-ceccmm, pa3bopbl UHTEPECHbIX CTaTein,
K/IMHUYECKME CllyYau U foKasaTesibHasi HeBPONorus.

KaHan noceseH anunencuun, oBuUraTesibHbiM paCCTpOMCTBaM, Hempo,ﬂ,el’eHepaTl’lBHblM
M reHeTn4yeckunm 3aboneBaHnaMU ,EI,eTeVI N B3POC/bIX, a TakKXe HOBMHKAM B MUPe HEBPOJIOIrNA.
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