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HACAEACTBEHHbLIE EONE3HVN HEPBHOW CNCTEMBbI

B pesynbTate uccnenoBaHuid,

TPYOAHOCTW .[I,VliAFHOCTVIKI/I:

npoBeneHHbIX B nocsiegHee ;

aecaTunetue, BbiiB/1€HO 3Ha4nTeAbHas CTOMMOCTb

nocAeA0BaTeNnbHOINo TapreTHoro
cekBeHpoBaHWS OTAENbHbIX reHOB

reHeTU4ecKas reTeporeHHOCTb
KANHN4HEeCKN CXO>KUX BapnaHTOB

3HauyuTe/ibHOE YM1CI0
MOHOIr€HHbIX BApUaHTOB

HacneacTBeHHbIX 60ne3Hel

< Ans obaervyeHns anarHocTukun popmel HBHC 1 3HaUUTEABHOO CHUYKEHNSI CTOUMOCTU NCCAeAOBaHUI HaMu Bbina pa3paboTaHbl NnaHeAn
HepBHoM cuctembl (HBHC), ®op pasp
Ha OCHOBEe MeTOAa BbICOKOMNPOU3BOANTEABHOIMO SK30MHOIMO CEKBEHNPOBaHWSI, pa3AeNeHHble Ha S OCHOBHbLIX KAVIHUYECKUX rpynn;
U YUCNI0 UX HEYKITOHHO

yBe/MumMBaeTca. W . Ii HacnepctBeHHble
HacneacTBeHHble HepEBHO-MbilIeYHbIE HeliponereHepaTHBHbIe YMcTBeHHasa o1:c-ranocn. 211
M pacCTPOMUCTBA HapyweHusa obMeHa
anunencun 3a6oneBaHus 3a6boneBaHus
ayTUCTUUYECKOro crekTpa BellecTB

NMATb HAWUX «3A>»

BAaroaaps yHUKaAbHbIM AocTynHas ans Bawmx naumeHToB ToAbKO TLLATeAbHbI OTOOp MocaeaHMe AaHHbIe MUPOBO MpuynHa 6one3HM ByaeT HanaeHa

pa3paboTkam HU3KMe LeHbl reHetTn4eckast AMarHOCTUKa Ha dHann3npyeMbiX reHos HayKun C MaKCMMaAbHO BO3MOXKHOWM

NCCAeA0BaHUN HoBsenwem o6opyAOBaHN BEepOsI THOCTbIO



BbICOKOINPOU3BOAUTEJIbHOE

CEKBEHVPOBAHWE HOBOI'O NMOKOJIEHUA

CEKBEHNPOBAHWE 3IK30MA - 0ANH 13 3 deKTBHLIX CNOCOboB peLueHs NpobAeMbl reHeTHeCKON
reTeporeHHOCT

Ol PAHNYEHNA METO[LA:

HekoTopble TMNbl MyTaunin He MoryT BbiTb HAAE)KHO BbISIBAEHbI:

NMO3BOJIAET OAHOBPEMEHHO UCCJIEAOBATb BOJIbLWOE KOJINYECTBO SkecriaHeun TPUIIETOB: ATAKCUM, C. MapTMHa‘Eeflﬂ
FEHOB, OTBETCTBEHHbIX 3A BO3SHUKHOBEHUE HACJIEACTBEHHbIX

3ABOSIEBAHUM, CXOAHbIX MO KIIMHUYECKWUM MPOSIBIIEHNSIM
leTepo3uroTHbie geneunn/nynnMkauum B MacLuTabe 3K30HOB

MyTtaunn B reHax, nmerowmx ncesporeHsi: AIC, CMA

XPpOMOCOMHbIe NEPECTPOVKN U QHEYNIONANA
OAHOBPEMEHHOE UCCJIEAOBAHMUE 97% KOAUPYHOLWMUX YYACTKOB AIHK

M NPUNErAIOWKUX CNSAUC-30H

OgHopoauTternibckne amcommun: c-m AHrenbmana, llpagepa-Bunnm




HACJIEACTBEHHBIE SMNMATENCUN

SNUNAENCUEN cTpaaaioT 6oaee 6S MAH HenoBek BO

) B naHenb BkiioyeHbl 60nee 480 reHOB, OTBEYAIOWMX 3@ PA3BUTUE IMUENCUN:
BCEM MVIpe. P1CK BO3HVKHOBEHS SMNAENCU OKOAO 1 %.

* C MOMHBIM CMNCKOM FeHOB, BKJTIOYEHHbIX B MaHesIb MOXKHO 03HAaKOMUTLCS Ha canTe genomed.ru
BkAaA reHeTrHeckinx hakTopOoB B Pas3B/TVE 3NNAENCA
cocTasnsieT 70-80% OT BCex CAyHaeB, HO TOALKO OKOAO
40% npeACTaBAeHbl MOHOreHHbIMI 3800AeBaHIISIMIA.

HACJEACTBEHHbLIE

X CUHAPOMDBI,
MPAGUK PESYALTATOB OBCNAEAOBAHU COMPOBOXIAIOIMECS
NAUVNEHTOB C ANATrHO30M «3MNMNUAENCUNS» CYNOPOrAMM

BCEI0 OBCNAEAOBAHO 488 NAUVEHTOB

[la - HaripeHa npuynHa 3a6oneBaHns
Bo3MOXHO - HalileHa BO3MOXXHasi

npuynHa 3aboneBaHusA. [Ans noa-

TBepXxneHusa KJIMHWYECKOM 3Ha4n- I'IOPOKM PA3BMTMﬂ MMTOXOHHPMA” bH bIE
MOCTU Tpe6yr0Tc;| AONONIHUTESbHbIe ronOBHoro Mo3rA Bon E3HM BC” EnCTBME

ncernenoBaHus. o
MYTALUUU B AAEPHbIX
FrEHAX

[ Her - npuunHa He HavineHa




HACJIEACTBEHHbBIE

HAPYUWERHNA OBMEHA BELWECTB

HacneacTBeHHble HapyweHust obmeHa BewecTs (HBO) BkA0H3IOT B cebst BOALLUYIO Mpymnny HABCAEACTBEHHBLIX
33b00/AeBaHN, 3aTParnBaloLLIIX MeTaboA3M 1 ODYCAOBAEHHBLIX HapyLUeHemM MeTaboANHeCKIX NPOLeCCOB B TKaHSIX,

TuNnuNuYHblE
KIIMHNYecKkue

NPOABNEHNUA. Yallle BCero 113-3a OTCYTCTBIS UAU HRAOCTaTOHHOCTY ONPeACAEHHOIO hepMeHTa,

3apnepxka / Nporpeccupyomim o o NHTepMUTTUpPYIOLLME 3MnU30abI
P porp Py [OBbIWEHHbIN YPOBEHb Heo6bl4HbIN 3anax, B P Py

perpecc yMCTBEHHOIO Heo6bACHMMON PBOTHI,
orpepesieHHbIX MeTabonnTOoB B YaCTHOCTM BO BPEMSI OCTPOro >

1 MOTOPHOIO Pas3BUTKSA, aunno3a, HapyLwWeHU NCUXUKN,
KPOBU MU MoYe 3a6oneBaHus

cynoporu KoMa

[enaTomeranus

MPADDUNIK PESYN\BTATOB OEC/\EAOBAHV]V] B naHenb «HacnencTBeHHbIe HapylweHunA obMeHa BelecTB>» BXooAaT 6onee 550 reHos,
NAUMNEHTOB C ANATHO30M «HBO» oTBeYawlne 3a pa3BnUTme HacneaCTtBeHHbIX 6onesHen 06MeHa, d TaKXXe 3a 4YacCTb
BCEMO O6CAEAOBAHO 122 NAUVNEHTA 3a6051eBaHUM CO CXOXUMU KIIMHUNYECKUMU nposBJIEHUAMA:
@ HapyuweHwisi O6MEHOB YreBoaos @ OpraHuyeckme aumponaTnm @ MuToxoHapuanbHble 6051e3HM
(Hanpumep, 6oNeaH HaKoMMeHNA (HanpuMep, anbkamnToHypurA) (Hanpumep, cuHopom KepHe-Ceiiepa)
rrvkoreHa)
@ HapyuweHne obMeHa CTeponaos @ JluzocoMHble 6onie3Hu (Hanpumep,
[la - HaraeHa npuYMHa 3a6oneBaHNs @ Topdupwm (Hanpuvep, ocTpan (HanpuMep, BpOXXOEHHAA rMnepnnasua BonesHb loLue)
I Her - npuuMHa He HapeHa IRt L E o g 219 ) ST
@ AmuHoaumponaTUm (Hanpumep, @ HapylweHUs OKMUCIEHNS XMPHBIX
CDEHUTKETOHYPMA) KWCROT (HaMpYIMep, rMioTapoBan * C NOAHBIM CMNCKOM MeHOB, BKAOHEHHbIX
auvnemMmna 2 Tuna) B MaHeAb MOXHO O3HaKOMUTLCS Ha caliTe

(V] HapyLLleHMe NYPUHOB 1SN
NMMPUMNIONHOB (Hal‘lplflMep, CUHOPOM a rlepOKCI/ICOMHbIe 601e3HN genomed.rU

CuHOpoM TNéwwa-HalixaHa) (Hanpumep, curapom Lienseelirepa)



YMCTBEHHAS OTCTANOCTb 1 PACCTPONCTBA
AYTUCTUYECKOI' O CIEKTPA

HacnencrBeHHble paCCTpOﬁCTBa AYTUCTUYECKOIO CMEKTPa C MHTENNEKTYA/IbHbIMMU HapYyLEHNAMMU Hamnbonee yacto BCTpe4arTCa npu

CUHApPOME JIOMKOM X-XPOMOCOMBI.

Mpu ero UCKNHOYEHUM HA NEPBOE MECTO BbIABMUIAOTCS XPOMOCOMHbIE NEPECTPOMKM (HanpuMep, MUKPOAENeLMn/MUKPOLYNIMKaLmm),

BbldB/IA€MbIE C MOMOLLBKD XPOMOCOMHOIoO MMKPOMATPUYHOIo aHasiin3a, U pa3jinyHbleé MOHOreHHble 3aboneBaHus, npeacrtaB/ieHHbIe B

naHenu.

MPADUNK PESYALTATOB OGCAEAOBAHNN

NAUVEHTOB C AIAFTHO30M «YO N PAC»
BCEMO OGCAEAOBAHO 95 NAUVEHTOB

[la - HanpeHa npuyvHa 3aboneBaHuA

BO3MOXHO - HaliieHa BO3MOXXHas
npuymHa 3abosneBaHus. [0na noa-
TBEPXAEHWUS KIMHUYECKOWN 3HAUU-
MOCTU TPeb6yoTCsi AOMOSIHATESbHbIE
MCCeoBaHms.

I Her - npuunHa He HalpeHa

B NMAHEJIb BXOAAT BOJIEE 250 FrEHOB, OTBEYAKOLWWKXX 3A BO3SHUKHOBEHUE

PACCTPOMCTB PA3BUTUS:

MoHOreHHble CUHAPOMBI
(cmHapoM AHrenbMaHa,
CUHOPOM PeTTa, CMHOPOM
PybuHwTeHa-Tenbu,n gp.)

BTopuyHo-accoumpoBaHHble
pPacCTPOMCTBA Pa3BUTUS
(MnoToHMyeckas pmuctpodus,
HenpodmnbpomMaTos,
Ty6epo3HbI CKNepos, ap.)

HacnencteeHHble HapyLEeHUs
obMeHa (bonesHn HakonneHus,
MYKOMOonMcaxapuao3sbl, 1 op.)

X-cuenneHHas YMCTBEeHHas
OTCTaJIOCTb

AyTU3M

C NOSIHBIM CMMCKOM FEeHOB,
BKJIIOYEHHbIX B NaHeslb MOXXHO

0O3HAKOMUTbLCA Ha canTe

genomed.ru




HEPBHO-MbILWLWEYHBIE 3ABOJIEBARNA

HepBHO-MbiweuHble 3a6oneBaHnsa (HM3) obwmpHas rpynna 3aboneBaHmin, XapakTepusyLmMecs MbllleYyHOM
cnaboCTbto, NOTEPEN MblLLEYHOM MACChl, MbILLEYHbIMU NOAEPTUBAHMUSMM, BONSMU B MbILLILAX, KPAMMNK, HAPYLLUEHUEM
MOXOLKM, HAPYLUEHWEM YYBCTBUTENbHOCTY.

. B NMAHEJIb BXOAUT 227 rEHOB, OTBEYAKOLWUX 3A BOSHUKHOBEHUE:
MPAGUNK PESYALTATOB OBCNAEAOBAHU

NAUMEHTOB C AUAFHO30M «HM3»
BCEMO OECAEAOBAHO 214 MALUVIEHTOB

BOJIE3HU

MOTOHEMPOHA

[la - HanpeHa npuymMHa 3abonieBaHms

BO3MOXHO - HalreHa BO3MOXXHas
npuymHa 3abosneBaHus. Ana noa-
TBEPXAEHWUS KIMHUYECKON 3HAUU-

MOCTW TPe6YIOTCS AOMOSHUTESbHbIE

MCCNenoBaHus. BOJIE3HU HEPBHO-
[ Her - npuumHa He HaiineHa MbILWWEYHbBIX CUHATICOB

MUOTOHUU U
] NEPUOANYECKUN
NAPANNY




HEMPOLEMEHEPATVMBHbBIE 3AEOJIEBAHNA

HenpoaereHepaTusHbie 3860AeBaHNS NPeACTaBASIKOT CODOW LUMPOKIA CNeKTP PasAHHbIX MO CBOEW NppoAe DoAe3Hew,

0BYCAOBAEHHBIX NOCTENEHHOM MMBeALIO OTAEALHBIX MPYMNN HEPBHLIX KAETOK 1 XapakTepU3YIOLLIXCS HeYKAOHHO NpOrpeccupyoLL/M

HEBPOAOIHECKM AePULITOM, BKAKOHES ABYMaTeAbHbIe PacCTPOCTBAE, NCXO3MOLUMOH3ABHBLIE 1 KOMHTYIBHBIE (BNAOTH AO AeMeHLIA)

HapYLLEHS 1 SNMAeNTHeCKe NPUCTYMbI.

C NosHbIM CNUCKOM reHoB, BKJTIOYEHHbIX
iy genomed.ry B MAHEJIb BXOAUT 723 N'EHA A
B MaHesib MOXXHO O3HAaKOMUTLCA Ha caunTe

MPA®UNK PESYALTATOB OGCAEAOBAHNN

NAUVNEHTOB C AMAMHO30M «HA3»
BCEO OGCAEAOBAHO 220 MAUVEHTOB

[la - HanpeHa npuymMHa 3aboneBaHus

BO3MOXHO - HalieHa BO3MOXXHas
npuymHa 3aboneBaHus. Ana noa-
TBEPXAEHWUS KINMHUYECKOWN 3HAUU-
MOCTU TPebyoTCsl AOMOSIHATESbHbIE
MCCefoBaHus.

[ Her - npyunHa He HavgeHa

o

JeMeHumn (6onesHb
AnbLrenmMepa, NoOHO-BUCOYHAA
JeMeHLMsA, HacneacTBeHHble
MPVIOHHbIE 3a601EBaHMS)

MapKMHCOHM3M (6011€e3Hb
MapkUHCOHa, MyNbTUCUCTEMHASRA
aTpous, KopTrKobasarnbHasa
AereHepalms, 60n1e3Hb
adbdbysHbix Tenel J1esu,
NPOrpeccupyolLMi HaobAAePHbIV
napanmy)

HacnencrtBeHHble MbllWeYHble
ONCTOHUU

MapokcuaMarnbHble ABUraTenbHble
paccTponcTBa (MapoKcK3MasibHbIe
OVNCKNHE3NW)

HenpopereHepauus,
accouUMmMpoBaHHas C
HakonneHneM MeTansoB (6one3Hb

BunbcoHa, HerpoaereHepaumn ¢
HaKOMNEHWEM Xenesa, CUHAPOM
dapa, HakonneHe MapraHua)

ATakcum (cnnHoLepebennsapHble
aTaKCWKM, He CBA3aHHble C
3KCMaHCUEN HyKNeoTUaHbIX
MOBTOPOB)

HacnencreeHHble MOTOPHO-
CEeHCOpHble HerponaTum (bonesHb
apko-Mapu-TyTa)

HerpomeTtabonuyeckume
3aboneBaHUN (HeMPOHabHbIN
LeponaHbIN TNOdyCLMHO3,
TM30COMHbIe 60NE3HM
HaKOMNNEHWsA, COUHIOSMINLO3bI)

CnacTtunyeckne napannermm
(6bonesmb WTptomMnens, B T.4.
OCNOXHEHHbIE (HOpPMbI)

BonesHn MoToHerpoHa (6okoBOM
AMMOTPODUHECKN CKITEPOS,
CrVHasbHbIE MbllEYHbIe aTPOdMM)

BonesHw 6enoro BelecTBa
(cuHApoM Kcyesatollero 6enoro
BELLECTBA, MPOrpPeccHpyoLLme
NeMKoaNCTPOdUA)

nunentnyeckme
3HUedanonatTm

Penkne MOHOreHHble
CWHOPOMbI, CONPOBOXAALWMECH
HerpoaereHepauuen (6one3Hb
Arkapou-IyTeepec, CMHOPOM
MKybep, crmHopoM KHobnoxa)

MuToxoHapuasbHble 3aboneBaHus
BCJIeACTBME MyTaLMM B AOEPHbIX
reHax



ATINOPUTM OUNATHOCTUKU NMAUMEHTA C MNMPELOMNOJIAI AEMbIM
HACJIEACTBEHHBIM 3ABOJIEBAHVEM

MPU3HAKUN, XAPAKTEPHbIE 1114 FPYMNMbl 3ABOJTEBAHUI:
HacnefCTBEHHbIe 3NMNencun, HepBHO-MbllEYHbIe 3a60N1eBaHMS,
HelpopaereHepaTuBHble 3a60neBaHMsA, HacNeACcTBEHHan 60ne3Hn 06MeHa,
YMCTBEHHasi OTCTaNoCTb U PACCTPONCTBO ayTUCTUYECKOro CneKTpa

)

MAHEJTN TEHOB

CEKBEHVMPOBAHWE

NMOOO3PEHME HA
MNTOXOHOPWATTbHYIO MATOJSTIOI MO

o MUTOXOHOPUAJIBHOIO TEHOMA

MOJIHO3K3OMHOE Monyynnu pesynbtaT
CEKBEHWMPOBAHUWE TPNO BAJINAU

(nauveHT v ero poanTenu) «CEKBEHMPOBAHME MO ¢




[NMPEMMYLLECTBA PABOTbl C HAMWU

MoHnMaeM Bawwu noTpebHOCTU 1 3apaun. PaspabaTbiBaeM 1 BbICTpanMBaeM COTPYOHNYECTBO
C KaXXObIM NapTHEPOM B MHAMBUAYASIbHOM NOPSAKe ANS AOCTUXEeHUA Bawmnx uenen.

ConpoBoXaaeM 06Cny)KMBaHME NaLUMeHTa OT MOMEHTa Npea3aka3HblX OHMAaMH-KOHCYbTaLMM
[0 MOJTyYeHUs pesysbTaToB.

FapaHTUpyeM MHDOPMAaLIMOHHOE COMPOBOXAEHME naumeHTa/J1MY HeobxoanMbIMM MaTepuanamMm
O COBPEMEHHbIX MEeTOAAX NEHETUYECKOIro TECTUPOBaHUA.

Ctporo cobniogaem npuHUUnbL BpayebHoOW TalHbl U HepasrnaweHUs MeguLMHCKOM MHdopMaLmn.

MNpepnnaraeM MHAMBUAYASbHbBIA NOAXOA U LEHOBYIO MONIUTUKY OJ1A KIIMEHTOB, @ TaKKe MHTEePaKTUBHbIE
CEepBUCHI: NOJTIyYEeHNE 3aKII0OYEeHMA U KOHCY bTauum B call ueHTpe, Ha canTe 1 no e-mail.




[PVLLTTO BPEMA COTPYHHNYATD
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