EOJIbLLUUE
\{ HEBPOJIOrMYECKME
NAHENU




HACNEACTBEHHDIE BOJIE3HM
HEPBHOMU CUCTEMDI

B pesynbrare uccrienoBaHuM,
npoBeAeHHbIX B NocsiegHee
AecsATuseTHe, BbisIBJIEHO 3HaYMTEeJIbHOe
YMC/1I0 MOHOreHHbIX BAPUAHTOB
HacsieACcTBEeHHbIX 60/1e3Hel HepBHOM
cucrembl (HBHC), n uncno nx
HEYKJIOHHO yBeJInYMBaeTcs.

TPYOHOCTU OUATHOCTUKMU:

BbIpaxkeHHbI KITMHUYECKUI NonMMopduramM
(BblcOKasn BapunabenbHoOCTb AeboTa

KIIMHNYeCKnxX !‘IpOFlEJ'IeHVII;I, pasnnyHasa CKoOpoCTb
popmunpoBaHus beHoTuna);

leHeTunueckas reTeporeHHoOCTb KJIMHNYEeCKN
CXOXUX BAPUNAHTOB;

3HayuUTenbHas CTOMMOCTb
nocnenoBaTesibHOro TapreTHoro
CeKBeHMpOoBaHA OTAOESIbHbIX TEeHOB.

[ns obneryeHus gnarHoctnku ¢opmbl HBHC 1 3HaUMTENBHOrO CHUXEHUSA CTOMMOCTU UCCNeA0BaHWM HaMu 6biiu
paspaboTaHbl NaHen Ha OCHOBE METOAA BbICOKOMPOU3BOAUTENBHOMO 3K30MHOIMO CEKBEHNPOBAHMUS, Pa3fefieHHble

Ha 6 OCHOBHbIX KJIMHUYECKMX rpynn:

HacnepcTBeHHble anunencum

HepBHO-MblleyHble 3a60n1eBaHUs

HelipopereHepaTtuBHbie 3a6oneBaHus
WU paccTpoMucTBa ABUXEHUS

NMATb HAWUX

3apepXxka pasBUTUS U PaccTpoicTea
ayTMCTUUYECKOro cnekTpa

MeTta6onuueckue 3ab6oneBaHus
(HacneacTBeHHble 60M1€3HM O6MeHa)

O6weHeBponoruyeckas naHenb

« 3 A»

Bnaropaps HAoctynHasa ansa MocnepHue paHHbIE MpuunHa 6onesHun
YHUKasbHbIM Bawwux nauuneHToB TLWaTeNbHbIA OT60P MUPOBOW HayKu 6yneT HanpgeHa
paspa6oTkam reHeTuyeckas aHanu3upyeMbix C MaKCMManbHO
HU3KME LieHbl AMarHoctuka BO3MOXHOM

uccneaoBaHuUm Ha HoBeuLweM BEPOSATHOCTbIO

o6opyaoBaHUmU



HOBASI HEMPOIJIATOOPMA

Pa3Hbie no cBOeV 3TUONOrMN 3a60NEBaHNA MOryT UMeTb CXOXune CUMNTOMbI —
HoBas nnaT¢opMa c06pana B ce6e caMble nocsegHUe HeJaBHO OTKPbITbl€ r'eHbl,
accoL MmpoBaHHBIECHEBPONORUMYECKMA 3a6oneBaHnaMuU!

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

nogeneHa Ha BMpTyaJibHble naHe i reHoB, yCKopatouwme nonck
r e | | O B BO3MOXHOMN reHeTu4eckom MPUNYNHbI.

COMHEBAETECDH KAKYIO NMAHEJIb
HASHAYNTB? BbIBUPAMTE JTIIOBYIO!

HacnepctBeHHbie HepBHO-MbIWEeYHbIE
anunencum 3a6oneBaHus

€

HelpopereHepaTusHble

3a6oneBaHus O6ueHeBpoioruyeckas
M paccTpouncTea . naHenb
OBUXEHUs
3apepxKa pasBuTtusa MeTa6onuueckue
M paccTponcTea 3a6oneBaHusa

AYTUCTUYECKOro cnekTpa



NMPEMMYLLECTBA

Bonee paBHOMepHOE MOKpPbITUE
MO CPaBHEHMIO C MOJSTHbIM

W KJIIMHUYECKUM
CeKBEeHMpOBaHMEM 3K30Ma

BkntoueHne B naHenb
MaTOreHHbIX U BEPOSATHO-
MaTOreHHbIX BAPUAHTOB

B HEKOOMPYEMbIX 0B1aCTAX
(MHTPOHbI, perynsTopHble
MeXreHHble yYacTKY,
HeTpaHCANpPYyEeMble PErnoHbI U
canTbl CNaNCcUHra) onnucaHHble
B ClinVar n gpyrunx 6asax
OAaHHbIX

HocTaBka MaTepuana ans
nccregoBaHma 13 to60M TOUKM
Poccum n CHIC

nmy6éuHa
nokpbiTUsa He MeHee 100x

HoBble reHbl

O6HOoBEHHbIE aIFOPUTMbI
noucka MOHOMEHHbIX
NPUYMH

O6HOBNEHHbIE aNTFOPUTMbI
rnoncka CNV no n3bbiTky
MPOYTEHUN

(TpebyeTcs noaTBEPXOEHME
pedepeHCHbIM METOO,0M)

Ldo6aeneHbl MHTPOHHbIE
naToreHHble BapuaHThI,
onuncaHHble B 6a3e Clinvar

Ckunaokum Ha Genome UNI

Ona ynyJyweHus Kaqec'_raa--suouH¢opna1-m|eckbro aHanusa
Mbl UCNOJIb3yeM He TONIbKO MeXAyHapoaHble 6a3bl Mo honynnuuouubm
BapMaHTaM, HO U KPynHEeNYyIo B Poccum 6a3y gaHHbIXx — Genomed,
OCHOBaHHYIO Ha 6onee yeM 8'000 cekBeHMpoBaHUM (MaHe NN TEHOB,
NOJIHO3K3O0MHOIro ceKBeHUPOBaHUS, NOSIHOFEHOMHOIO CEKBEHMPOBaHMUS)
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HAUBOJIEE YACTO
BCTPEYAEMbDIE MOHOINEHHbBIE
HEBPOJIOIT'MYMECKME
3ABOJIEBAHUSA, BXOASALLUE
B CTPYKTYPY BOJIbLLUX
HEBPOJIOIT'MYECKMUX

Snunencumn

HapyweHnus
HelMpOoHaNbHOW MUrpaLmn

PaccTpolicTBa ABUXEHUM

HelpopereHepaTuBHble
3a6oneBaHus

CTPYKTypHble HapyLueHus
rosIoBHOro Mo3ra
(6one3Hu HeMpoOHanbHOM
MUrpaumm)

HepBHO-MbIlWEeYHbIE
3a6oneBaHusa

MutoxoHapuanbHbie
6onesHun

O 00 O © V]

o O

Aptporpwunos

HacnepctBeHHble 60ne3HU
accoummnpoBaHHble ¢ LN

PaccTpoticTBa aBUXEHUSA
(Movement disorders)

AyTtunsm
3apepxKa pasBuTtusa
LUunnmnonaTtum

MoHoreHHble CMHAPOMBI
YMCTBEHHOW OTCTaNIOCTH

MurpeHb

KaBepHoO3HbIe
1 cocyaucTtble
Manbdopmaummn

NAHEJNEMA

(VI

CocynucTble 3a6oneBaHus
rosIoBHOro Mo3ra

HacnepctBeHHble
3a6oneBaHus,
accouMnpoBaHHbIe €
reMunnerven/MHcynbLToM

MeTta6onunyeckue
3a6oneBaHusa

(HacnepctBeHHbIe
6one3Hn o6MeHa)

KpaHunocmHocTos
Mukpouedanusa

HeMpokoxHble
3a6oneBaHusa

OemeHuusa

BOJIEE 50% HACJIEACTBEHHRbBIX

3ABONEBAHUM MMEKOT
HEBPOJTOIT MYECKME CMMMOTOMBb




HACNEACTBEHHDIE

SNMANENCUMA

3a6osieBaHUA XapaKTepusylolmecs HasIMuMeM anunenTUuIeckKmnx
NPUCTYNOB U aNunenTMpopMHOMN akTUBHOCTU Ha DI, Takxke
B rMaHesib BKJIOUEHbI He3NUenTUYeckKne CoOCTosHUS, ANs ynyJlleHus
avnddepeHUMaNbHON ANArHOCTUKU

>1000 reHos 70-80% 40%

AcCCoUMMPOBAHHbIX Bknapg reHeTnyecknx GakTtopos Snuaencmin MOHOreHHOro

C anunencuen B passBuTue anunencunnm

MPONCXOXOeHUSA

Snunentuyeckme
3HUedanonatum HelpoHanbHbi
Mporpeccupytolme c nattrepHom CSWS LepounaHbI
MWOKTOHYC-3MMnAencum nMnodycumHo3
. CuHapom geduumta
SHuedpanonatnm TpaHcriopTepa
passuTna . rnoKo3bl-1
MaononaTtunyeckue Snunencum,
reHepasiM3oBaHHble . accouMMpoBaHHbIe
snunencum

c amsaptpuen n 3P,

AnbTepHupytoLLas .

. Snunentuyeckme
remunneruna

SHUedanonaTnm

MoOHOreHHble CUHOPOMBI,

. CuHapom [paBe

conpoBoxaatoLmecs
anunencuemn
HeliponereHepatuBHblie ‘ CuHppom [lyse
3aboneBaHuns I I
BonesHn obmMeHa CuHpopom
(MeTabonuyeckue MoHoOreHHble JleHHokc-lacTo
anunencum) HapyLweHus
HenpoHanbHoM

Murpauymmn



HEPBHO-MbILLEYHDIE

3ABOJIEBAHUSA

BkntoueHa obwmpHas rpynna 3aboneBaHui, XxapakTepusyoLMXCa NPOrpeccnpy oMM
BSASIbIM MNaPe30M UK aTpoduelt pasnnyHbIX MblLIEYHbIX FPYNM, B pe3ysbTate nopaxeHus
onpefeneHHbIX OTAeNoB pebieKTopHOM Ayrv, obecneymBaroLLen HopMasbHYO GYHKLMIO

MyCKynaTypbl.

YTpata nnu n3MeHeHne HopMasibHOW ABUraTeIbHON aKTUBHOCTM U3-3a CHUXEHWNS CUJIbI
M TOHYCa MBbILLILL MOXET BO3HMKATb KaK B pe3ysibTaTe nopaxeHus CO6CTBEHHO MbILLL,
(MepBUYHO-MbILLEYHbIE 3a00/1eBaHNS), TaK U B pe3yfibTate nopaxeHus nepudepmuyeckmnx
HEepBOB (pasfnyHble BUAbI MOJMHENPONATUI) NN MOTOHEMPOHOB CMIMHHOMO MO3ra
(cnuHanbHble MbllleyHble aTpodun), MU AUNCPYHKLMN HEPBHO-MbILLEYHOIO COEANHEHNS
(MracTeH1), a Takxe HapyLleHUN, KOCBEHHO BUSOLWMX Ha PaboTy MbILLILL

MepBuyHoO-
MocTo- MblLLUEYHble
MO3Xe4ykoBas 3aboneBaHus Bonesnu
runonnasmsa MOTOHeNpoHa
Bokoso . 3aboneBaHus
aMmnoTpobuUyeckmin nepudepmnyeckmx
cknepos ‘ HepBOB

BonesHun HepBHO-

CUHAPOM pUrMOHOro
MbILLEYHbIX CUHAMCOB

MO3BOHOYHMKA
(MmnacteHumn)
OcTtpas
P . MeTabonunyeckme
eunguBuMpyoLLas
peLnAl pytoLL, Muonatum
MUOFNOBUHY PUS
MnoToHnmn
MurmeHTHaA . 1 nepuogu4eckmin
Kcepoaepma napanuy
‘ uUnaTauMoHHas
OucTtpornukaHonatusa AnnaraumonHa
. . Kapauomuonatus
BonesHb Japbe MNosAcCHO-KOHEeUYHOCTHAasA
CnuHanbHasa MblleyHas auctpodus

MbllleyHas
atpodus



HEUPOAErEHEPATUBHDIE

3ABOJIEBAHUSA
U PACCTPOUCTBA ABUXXEHMUSA

BktoueH WMPOKUIA CNekTp pasfinyHbiX MO CBOeM npupoae 6onesHen,
06YC/IOBMEHHbIX MOCTEMNEHHOM rMbenblo OTAEbHbIX MPYMM HEPBHbIX
KJ1IETOK 1 XapaKTEePU3YIOLLMXCHA HEYKTOHHO NPOrpPecCcUpyoLLM
HeBpoOsIOrnyeckMm neduLmToM, BKIOYAS ABUraTelbHble PacCTPONCTBA,
NCUXO3MOLIMOHASIbHbIE U KOTHUTUBHbBIE (BM/IOTh A0 AEMEHLUM) HAPYLLIEHUS
W 3nunenTnyeckme npucTynol

BonesHb
CnuHanbHble
. [eHTUHrToHa
Nenkopnctpodumn amMmotpodpum
NHbaHTUNbHas .
. ¢ CnuHouepebennsipHble
Hew KCoHasnbHas
enpoakcoHansHa aTakcum
puctpodus
MuTOXOHOPUAaNbHbIE BonesHb
3abonesaHus . . BunbcoHa
PaHHwe
. BonesHb
snunenTuyeckmne
[MapkuHcoHa
3HUedbanonatum
Helpoperexepauus . CnacTuyeckmne
C OT/IOXEHMEM Xenesa napanneruu
B MO3re
Curapom Cerasbi ‘ MapokcrsmanbHbie
. . ONCKUHE3NN
Jlo6HO-BUCOYHas BonesHb
neMeHuns Bokoson AnbureniMepa
amMumoTpoduyeckumi

cKnepos



SAAEP)XKA PA3BUTUSA

U PACCTPOUCTBA
AYTUCTUYECKOIO CNEKTPA

Bk/toUeHbl COCTOAHUSA 3a48PXAHHOMO UM HEMOIHOMO YMCTBEHHOMO Pa3BUTUSA, KOTOPOEe
XapakTepU3yeTcs Npexae BCero CHMXeHMeM HaBbIKOB, BO3HMKAIOLWLMX B NMPOLecce passButms,
1 HaBbIKOB, KOTOPbIE ONpPeaenstoT 06N yPOBEHb UHTENIEKTA BCIEACTBUE HAPYLLUEHWIA
CTPYKTYpPbI Un GyHKLMN MO3Ta.

Takxxe oTAeNbHO BbIAENATCA PACCTPONCTBO ayTUCTUYECKOro CMEeKTPa - HapyLIeHUs
COLMANIbHOrO B3aMMOLENCTBUS U COLMANbHOM KOMMYHMKALLWMY, B COYeTaHUN
C OFPaHNYEHHbIMW MHTEPEeCaMU U XECTKOM U MOBTOPSAIOLLENCS MOAE N MOBeAeHUs

CuHapom
CemMeliHas sHUedanonaTus AHresibMaHa
C BKJTIOYEHUAMU
HeMnpoCcepnMHOBbLIX TeneL,

CuHppom PetTa

. CuHppom

CuHgpom Xy6epa . Py6uHLITeHa-Tei6m

KopTukanbHble

MuoToHnyeckas
MOPOKM Pa3BUTUA . ‘ ' anctpodus

. HelpopurbpomaTos

LLInsodpeHus

Ty6epo3HbIi
BonesHb Japbe yoep
cknepos
‘ X-cuenneHHas
AyTnam
yMCTBEHHast
. . OTCTaNoCThb
Mykononucaxapuaos Bonesnu
AyTOCOMHO- HakonneHus
[OMUHAHTHasA
yMcTBEHHasi

OTCTAJIOCTb



METABOJIMMECKME

3ABOJIEBAHMA

(HACNIEACTBEHHDBIE BOJIE3HU OBMEHA)

pynna 6one3Hen 4eTckoro 1 B3pOC/0oro BO3pacTa,
XapaKkTepusyoLlMecsa HapyLeHnemM HopMasbHbIX MeTabomueckmx
MPOLLECCOB B TKAHAX, Yallle BCEro, M3-3a OTCYTCTBUSA
WM HELOCTATOYHOCTU ONpenenéHHoro depmMeHTa, 1, Kak cneacTeue,
MaTo/IOrMYECKOrO HAKOM/IEHUS BeLLeCTB, 06/1a4atolWmMX TOKCUYECKUM
O0ENCTBUEM UM HAPYLLAOLWMX CMOCOBHOCTb CUHTE3a APYrnX
KM3HEHHO BaXHbIX COeANHEHNN

MpexoaAawmmn
HapyweHus HeoHaTasbHbIN
06MeHoB caxapHblin guabet
yrneBoaoB [MceBpornnoanbaoCTePOHN3M
Mopdupun

. Konponopdupusa

MepBuyHasn

AMUHoaLumaonaTim
runepokcanypusi

. CupepobnacTtHas
aHeMus C atakcuemn

OpraHun4yeckue .
aumponatmm

HapyweHne o6MeHa
cTepouaos

. CemeliHas

ncesgorunnepkananeMmma

JIn3ocoMHble

HapyweHua okucneHus ‘
6onesHn

XMPHbBIX KUCOT . .
HapyweHuve nypuHos [NepoKkcMCcoMHble
nan NUPUMNUANHOB MUTOXOHAPUANbHBIE Goneskn
60ne3Hn BCNeaAcTBmne
MyTauui B SAEPHbIX
reHax



OBLLEHEBPOJIOIr'MYECKAS

NMNAHEJIb

HacnepcteeHHble 3a60/1€BaHNS, KOTOPbIE MOy T COMPOBOXAATbCA
Hernporpeccupytol,en HeEBPOTOrMyeckom CUMMMNTOMATUKON.

o HepaBHero BpeMeHu (Harnpumep, JLLIMT) nuwb y Manon 4yactu Takmx
3aboneBaHN NOATBEPXAAN reHeTu4eckyto npupony. NocnegHmne
MccrnenoBaHMa NokasbiBaKT YBESIMYEHME KOTMYECTBA MOHOMEHHbIX MPUYMH
M X 3HAYMMOCTU: HEKOTOPbIE HO30s10rnYeckmne GopMbl MMeT

He TONbKO MPOrHOCTUYECKOE 3HAYEHME A1 YIEHOB CeEMbM,

HO 1 MO3BOJSAIOT ONPEeneNTb NPABUIIbHYIO TAKTUKY NIEYEHUSA NaLlmeHTa

KaBepHO3Hble
ManbdopmMaLmm

MwurpeHb

CocypucTtble
‘ ManbdopMaLmm
CADASIL

CocyaucTtble
3abonesaHus
rOfIOBHOIrO MO3ra
Hapywerue
remMocrasa

HacnepncreeHHble
3abonesaHus,
accounmMpoBaHHble

c remunnervein/
HacnencrteeHHble MHCYIbTOM

60nesHun,
accoummpoBaHHble

caun

ApTporpunos



AONOJIHUTENIbHbIU
CNMUCOK FrEHOB

66 reHoB

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

Anropu'rM AMQrHOCTUKM NMaLMEeHTAa
c npeanonaraéMbiM HacNneaACTBEHHbIM 3a6oneBaHMeM

|_|pl/| oTpuuaTenlbHOM pe3synbrtaTte no rnaHendaM reHoB — rnoJIHoreHoMHoe
ceKkBeEHMpPOBaHME MO CHU)KEHHOM cToMMocTH!

flBHas xpoMocoMHas
nartonorms

XPOMOCOMHbIN
MUKPOMATPUYHbIN
AHAJNIN3 3K30HHOIO
YPOBHSA

MpusHaky,
XapakTepHble ans
rpynnbi 3a6oneBaHuin

NMAHEJIM TEHOB

NOJIHOFrEHOMHOE
CEKBEHUPOBAHMUE

Cneuuduueckumn
¢eHoTMN

TapreTHble MeTOAbI

MuTtoxoHapuUanbHbI
reHom



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

NMOJIHOTA UCCJIEAOBAHMUA

TOYHbIE PE3YJIbTATbI

[MonHoe cekBeHnpoBaHue reHoma (WGS) B TecTe
GenomeUNI npefctaBnseT BO3MOXHOCTb CAenaTb
TOYHbIN aHaNN3 BCEro reHoMa naumeHTa 3a o4HO
vnccneposaHue. He Tpebyetca nepesabop o6pasyos
OT nauueHTa.

[NaBHbIV B CepUM TECTOB AJ/19 MOUCKa NPUYUH
reHeTUYecKor NaTonormm.

OAHO UCCJZIEAOBAHME

HA BCIO XXU3Hb

Tect GenomeUNI gaeT BO3MOXHOCTb MOJSIb30BaTbCA

nony4YeHHbIMU OAaHHBbIMU HA MPOTAXEHUN BCEM XU3HU.

Pesynbrartel NoMyYeHHbIX AaHHbIX MOXHO
aHanM3npoBaTb Npu NOSIBIEHUN HOBbIX 3HAHUIN
O CTPYKType 1 GYHKLMM FreHoMa, Mbo B criydae
MOABEHMSA HOBbIX KIIMHUYECKMX MPU3HAKOB

y naumeHTa.

CKOPOCTb UCCJIEROBAHUSA

Tect GenomeUNI o6ecneunBaet B cpeaHem 30 KpaTHoe
MoKpPbITUE KaXA0ro y4actka reHoma 1 faeT 6onee
TOYHbIN Pe3ynbTaT, YeM MoHOEe CEKBEHMPOBaHMEe
sk3oma (WES) ¢ nokpbitrem 100.

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

rNYBOKUA AHANU3

Bonee MowwHana 6uoHudopmaTryeckas obpaboTka

C MCMNONb30BaHMEM COBCTBEHHbIX 6a3 AaHHbIX

M CNeumannm3npoBaHHbIX &TTOPUTMOB MO3BOJSIET TOYHO
NMPUOPUTE3MPOBATL KIIMHUYECKN 3HAYMMbIE BAPUAHTbI.

KOHTPOJIb KAYECTBA

HecMoTps Ha To, 4TO MPU MOSIHOM CEKBEHMPOBAaHWN
reHoMa Mbl Nosly4aeM MHOrOKpPaTHO 60/bLMI 06beM
vHdopMaLmm ona o6paboTkn, BPeMs BbINMOMTHEHUSA
nccneoBaHns cocTaBnaeT Bcero 6 - 8 Hepenb.

CTporuii noaxon, K oLeHke kadecTsa 1abopaTopHbIX
OAHHBIX MPW UCMONb30BaHNN MPOdECCUOHANBHOrO
namnsarHa no3BossieT He TONIbKO MOBbLICUTb
BbISIB/ISEMOCTb BAPUAHTOB, HO U n36exaTb OLWMNEOK.



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

C6anaHcMpoBaHHblE NEPECTPOMAKMU C TOYHBIM

BapMaHTbl B MUTOXOHOpPUa/lbHOM reHoMe onpepaeneHneM KOOPAVHAT pa3pbiBa

TpuHyKneoTuaHble NOBTOPbI (60Ne3HN
3KCMaHcum)

YyacTku c notepeu reteposurorHoctu u OPA

B03MOXHOCTb NepeaHanusa AaHHbIX
CNV n6oro pasMepa B T.4. MO3aU4Hble

WGS BbisiBnsieT 60/blue MHCEPLUNOHHO-

WGS oxsarbiBaeT 6onbilue reHos npu 30x, AeNeuuoHHbIX BapuaHToB npu 30x yuem WES
yem WES npu 100x npu cpepHei rny6une 100x
CraHpapTHas CranpapTHas CraHpapTHas CraHpapTHas
cpegHssa rny6uHa cpeaHsisa rny6uHa cpepHsa rnyéuHa  cpepHsa rny6uHa
WGS(30x) WES(100x) WGS(30x) WES(100x)
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anroputT™



HIGHLIGHTS

Cebiwe 100 renos

BonbWMHCTBO KPYMHbIX

KOMMep4YeCKUux naHeneu B Mupe

BkJioyaroT 6onee 100 reHos,
aCCOLMUPOBAHHbIX
C Pa3/IMYHbIMU HEBPOJIOFNYECKUMU
3a6051eBaHNAMU

BbisBnsieMocTb KpymnHbIX
naHeneun cpaBHMMa
C MOJIHO3K3OMHbIM
CeKBEHUPOBaHUEM

B ocHoBe BbICOKOM
BbIIBNISEMOCTU — KJIMHUYECKUE
KpuTepun otéopa NauneHToB
M NpaBUsIbHbIN BbI6OP
OMArHOCTUYECKOoro Tecta

2088 renos

HoBas HeBponoruyeckas
nnatdpopma (leHomepn) conepxuT
reHbl, aCCOLMMPOBaHHbIE
C pa3niM4yHbIMM 3a60N1€eBaHUAMMU,
MMeloLle HeBposiormyeckme
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TABJIULIA 1. HOBASA KJIACCUDUKALIUA

TUNOB INUNENTUYECKMUX MPUCTYNOB

OOKAJIbHOE HAYAJ1O

(C coxpaHHOWM 0CO3HAHHOCTbIO,
C HapyLlUeHNeM OCO3HaHHOCTK)

MoropHbie:

* aBTOMATU3Mbl

* aToOHMn4yeckune

* KJ1IOHMn4yeckune

° aNunenTU4eckme cnasmbl
¢ rmnepkKknHeTn4veckmne

° MWOKJIOHWYecKume

* TOHM4ecCkKne

Be3 pBUrarenbHbIX
CMMNTOMOB:

* BeretatnBHble

* nosepeHyeckue
(behaviour arrest)

* KOMHUTUBHbIE
* 3MOUMOHAasbHbIE
* CeHcopHble

C nepexonomM B
6unarepanbHbli TOHUKO-
KJIOHMYEeCKMM

FEHEPAJTIM3OBAHHOE
HAYAJ1O

MoTopHbie:

* TOHUKO-KJTIOHMN4YecCcKne
* KJoHMn4yeckune

* TOHWMYecCKumne

* MUOKJIOHMYecKme

* MMUOKJTOHUKO-TOHUMKO-
KJTIOHM4ecCcKkune

* MUKITOHUKO-aToOHUN4YecCcKkmne
* atToHun4yeckume

° annmnenTmnyeckme crasmMbl
A6caHcbi:

* TUMKNYHbIE

* aTUNnYHble

* MMOKJTIOHMN4yeckmne

* C MUOKJ/IOHMEN BEK

C HEVM3BECTHbIM
HAYAJIOM

MoTopHbie:
* TOHUKO-K/TOHN4YeckKune

* anunentTnveckmne
cria3Mmbl

Be3 aoBUraresnbHbIX
CUMMMNTOMOB:

* nopegeH4yeckmne
(behaviour arrest)

HexknaccupmumpoBaH-
Hble



TABJIULA 2. TEPMUHOJIOI'UA

CTAPbIVI TEPMWH

AbcaHc

ATOHMYECKnM

Aypa

BTopunyHo-reHepann3oBaHHbIM

[enactuyeckui

J>KeKCOHOBCKMUM

Hdunanentunyeckui

NHPaHTUAbHbIE Cna3mbl

MuoKNOHMYEeCKn

JNo6Ho-poneBo/TeMeHHO-
nonesow 1 ap.

[1CMXOMOTOPHbIM

[MpocTon napunanbHbii

CnoxHbIM napumanbHbiii

Grand mal

Petit mal

HOBbI TEPMWH

10.

1.

12.

13.

14.

15.

[eHepanmMsoBaHHbIN abcaHc

leHepann3oBaHHbIN/PpoKanbHbIN/C HEM3BECTHLIM
HavasioM aTOHUYeCKni

®okasnbHbIN 6€3 HapyLLeHNA OCO3HAHHOCTU

®oKasnbHbIN C 3BOMOLMEN B BunatepasbHblin
TOHUKO-KJTOHUYECKUI

DokanbHbIN (C HAPYLIEHNEM OCO3HAHHOCTU UK 6e3
HapyLIeHWs OCO3HAHHOCTM) SMOLIMOHASTbHbIN

DokanbHbI MOTOPHBIN C COXPaHHOM
OCO3HAHHOCTbBIO

DokanbHbIN C HapyLIeHMEM OCO3HaHHOCTM

leHepanumsoBaHHble/boKabHble/C HEM3BECTHbIM
HavasIoM anunenTUYeckme crnasmbl

leHepann3oBaHHbIl/ GOKaNbHbIN MUOKIOHMYECKI

DoKanbHbIN

®oKasbHbIN C HapyuweHneM OCO3HaHHOCTN

®okasbHbI MOTOPHbIN C COXPaHHOM
OCO3HaHHOCTbIO

®oKasnbHbIN C HapyweHneM OCO3HaHHOCTU

leHepann3oBaHHbIN TOHMKO-KIOHMYeKcuit/
dokasbHbIM C 3BOOLMEN B BUNaTepasbHbIN
TOHWMKO-KTOHNYECKMM/ TOHUKO -KNOHUYECKUI C
HEM3BECTHbIM HaYasloM

[eHepanmMsoBaHHbIN abcaHc



HALLUU OBPA3OBATEJIbHbDIE

NMPOEKTDbI

MNEPBbIV OHNAVH KOHCUTNYM

Pa36op 1 knMHUYeckoe 06CyXAeHWEe CTOXHbIX AMarHocTuyeckux crnyvaes. OHnanH-nnatdopma
1 6ecnnaTtHoe yyacTtue.

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

LUKOJTA TEHETUKIN TEHOME/],

2 BMnOa aBTOPCKMX KYPCOB ON14 KITMHULMCTOB, HaMpaBJ/ieHHble Ha NOoBbllLeHWe KBaJ'IVId)MKaLI,I/IM
cneumranncTtoB U YPOBHSA 3HAHUKN O COBpeMEeHHbIX MeToOax ONAarHOCTUKMN, cneu,mcbmqecm/lx
cnMHgpomax, I'IpaBl/IJ'IbHOIZ MHTEpnpeTaunm NonyyYeHHbIX 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, BUAeo-ceccum, pa3bopbl UHTEPECHbIX CTaTei,
K/IMHUYECKME Clydyau U foKasaTesibHasi HeBPONorus.

KaHan noceseH anunencuun, oBuraTesibHbiM paCCTpOMCTBaM, Hempo,ﬂ,el’eHepaTMBHblM
M reHeTn4yeckmnm 3aboneBaHnaMU ,EI,eTeVI N B3POC/bIX, a TakKXe HOBMHKAM B MUpe HEBPOJIOINA.
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