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[1naH nekuun:
. YenoBek Kak 00beKT reHeTukn. MNnwocol u
MWHYCBI.

. ['eHeanormnyecknmn metoq. TpagnUMOHHbIE U
HETPaAULMNOHHBbIE TUMbI HACNEeO0BaHMUS.

. buoxmmmyeckmnun, nonynsauNOHHbIN,
OepmMaTtornmuyecknmn MeTnasbl.

. CocTtaBneHne XpoMOCOMHbIX KapT. [eHeTuka
comatudeckmx knetok n JHK anarHocrtuka.



OcobeHHOCTM YenoBeKka Kak oobekTa
reHeTUKN.

YTO cospaeT TpyagHOCTK:

Henb3sa ckpelmBaTb Mo XenaHuto
aKcnepumMmeHTaTopa.

Umncno noToMKoB HEBENMKO \

Penkas cMeHa NoKorneHum
MHoOro npnsHakoB
MHOro xpomocom

OpaHako bonbluasa 3anHTepPecoBaHHOCTbL YernoBeKa/
B caMOM cebe nepeselumBaeT Bce TpyaHocTu!




OcHOBHbIe MeTObI N3YHEHNA TEHETNKU
YEeJ10OBEKa.

LinToreHeTn4yecknin (CM. NEKLUUIO O
XpomMocomax.)

brin3HeLloBbIN (CM. NEKUUIO 0 deHoTUune)
Bruoxnmmnyeckmnm

* [[eHeanorn4yecknun

* [lonynsaynoHHO-CTaTUCTUYECKUN

« [lepmatornudouyeckum

e [eHeTnKn comaTnyecknx KneTok

e NNHK gnarHocTukm



KpaTkoe HanoMmmHaHue 3aaad
OrM3HeLOoBOro U
LNTOreHETUYECKOro MeToa0B



brn3HeLoBbLIM MeTOod U3yvaeT
COOTHOCUTENbHYIO POrb reHoTuna u cpeabl
B pa3BUTUKN NpU3HaKa

KMB(B%%) - K
(0
100% - Kus(s %9%)

H — nokasaternb Hacnegyemoctu npusHaka (ot 0 go 1)

Ob(B %%)

H =

K\, — NMoKkasaTerb KOHKOPAAHTHOCTU B %% Yy MOHO3UIOTHbIX

Onu3HeLuoB

Kus_ nokasaresib KOHKopaaHTHOCTU B %% Y AN3UTOTHbIX

Onun3HeLuoB



LinToreHeTn4yecknn metoq nsyvaer
XPOMOCOMbI U UX MaTONOrIo







[ eHeanornyecknn mMeton

bbin npeanoxeH B 1883 . ®. ansTOHOM.
MeTon no3BongeT yCTaHOBUTD:

1) aBnaAeTca Nu AaHHbIN NPU3HaK HacneacTBeHHbIM (Mo
NPOSABNEHUIO €r0 Y POACTBEHHUKOB);

2) TUN U XapaKkTtep HacnegoBaHUa (AOMUHAHTHbBIM UNK
pPeLeCcCmMBHbLIN, ayTOCOMHbIW UNW CLEMMNEHHBLIN C MOSIoM);
3) 3UroTHOCTb NNL, POOOCNOBHOMN (FTOMO- UK
reTeposnroThbl);

4) NeHEeTPaHTHOCTL reHa (YacTtoTa ero nNpPosiBrieHus);

5) BEPOATHOCTb pOXAEHUA pebeHKa ¢ HacnNeaCTBEHHOM
naTonorveun (reHeTUu4eckum pUck).



Cap PpaHcuc anstoH (Francis Galton)

KyseH Y.[apBunHa

e 3aHuUMancs
BOMNpocammu
HacneagcTBEHHOCTH,,
bnomeTpuen,
OepmMaTtornnguKkou,
CTaTUCTUKOUN U
TECTUPOBAHUEM;
nepBbIM Ha4ar
n3yyeHue
Onn3HeLuos.

« Co3gan eBreHuKy.




CunMBOIbI, UCMOSb3YEMbIE MPU

JIloau

3gopoesii mykwuna [
30p0BaA XKEHLMHA O
310p0BO8 NUUO

&
0

Hen3BeCcTHOro nona nona

Mpo6ana MyX4KHHa
N

YmepLune nioau ‘/8

d. 4 months
OTHOWEHHA
Bpak unu
ANUTENbHbIA COI03 B ®)
Pa3son D'//O
BNN3KOPOACTBEHHbIE
NpuéMHbIe I8TH D”‘O
fowoperso [ J—
cnepmbl

]

BonbHOM MYX4HHA

BONnbHAA XEHWMUHA
BonsHOW HEM3BECTHOrO

¢

KoucynbTupyeman meuumiavo

YKBHWUHA—HOCHTEND
PELBCCMBHOO 3360NEBAHMA,
CLENNEHHOrO C X-XPOMOCOMOH

l8T8PO3UrOTHLIE NIOAN O I:l
N0 ayTOCOMHbIM aNNenam

My»unHa — HOCKTENb

MyKOBUCLIMA03a A F508

MepTBOPOXAEHHBIG Z ’

feTH s 38
24 weeks

[l8a 310P0BLIX CbiHa @

bonblwoe KoNu4ecTBo @

4enoBeK (KONKYecTeo

HEU3BECTHO)

COCTaBJIEHUN POOOCITIOBHbIX

Camonpon3sonLHoe A A A
NpepbIBaHite GepemenHocTy Female Male
YKeHuuHa—HOCHTEND

TpaHcnokauum 14:21 45, XX, 1 (1421)

M

TepMuHauua 68pemMeHHOCTH
(nnog myxcKoro nona)

Tpu 60NbHBIE AOYEPH

BepeMeHHOCTb (Nepro,
P (nepuo) LMP 20 weeks

24/4/02

BHeb6payHbie unu D’ : _O 30poBbIE POANTENH BeapeTHbli Gpak DIO
CNyYaithble CBA3N CO 310POBbIMM CHIHOM
x W 04epbio
Jlo4b, pOXAGHHAA [:I' H O aoen D
B peaynbrare O ] EnuaHeu
Cny4aiHoM CBAIN BecnnofHbId 6pak /
? (npnamHa) (Heu3BecTHO D ?
Buonoruyeckue |j P - 0AHO- UNK
POAKUTENN HEUIBECTHDI pasHoAALEBbIE)
Orka3 o1 D MoHO3HroTHbIE PasHosiiLesble
POAMTENLCKUX NpaB ] [ (opHoRRLEBbI) / (Au3nroTHbIE)
5 6nu3Heus! 6nu3Heubl
CypporatHas LloxopcTso NlonopcTeo
MaTb AALEKNETKH CypporaTHod
= n ARLEKNeTKOR /p



O06o03Ha4YeHna anga 4YreHoB
POOOCIOBHOMN 1 MOKONTIEHNN CEMbMU

[TlpobaHg — NnLO, C KOTOPOro HaYMHAaKT UccrenoBaHme
CeMbU (NOKa3bIBAETCHA CTPESIKON);

KayKaoe MOoKOoSNieHne HyMepyeTcst pUMCKUMK Lindopamm
CreBa;

0COoOM OHOIO NMOKOSIEHUS pacnoriaraloTc4d Ha
TOPU3OHTAJIbHOU JIMHUN N HYMEPYIHOTCAH apa6C|<|/|M|/|

Lumdopamu.
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Pa3nnyaioT 5 OCHOBHbLIX TUMOB MOHOIEHHOIO
HacnegoBaHUA

* AD (ayTOCOMHO-4OMUHAHTHbIN)

* AR (ayTOCOMHO-peLeCcCUBHbLIN)

» XD (X-cuenneHHbIn AOMUHAHTHLIN)
* XR (X-cuenneHHbIN peLecCmnBHbLIN)

* Y (Y-cuenneHHbIW, ronaHapuyeckumn)



AyTOCOMHO-AOMUHAHTHbIN TUN (AD)
HacnenoBaHMs XxapakTepusyeTcs
crieayrLwmmMmm npusHakamum:

1. bonelT B paBHOWN CTEMNEHU
MY>XUYUHbI U XKXEHLNHBI,

2. bonbHblIE €CTb B Ka)XOOM
NOKONEeHUN - HacrnegoBaHue

«MO BEpTUKanny;

3. BeposaTHOCTb Mpumepbl y Yenoseka:
X0TS Obl OOMH poauUTENb AxoHaponnasus |
romo3nroteH), 75% (ecnu oba 4

NMonnkKncTo3 novek

poauTens reTepo3nNroTHbI) 1 Bapocnbix o Lk

50% (ecnun oanH poanTernb
reTepo3nroTeH).




AyTOCOMHO-peueccuBHbI (AR) TN

HacJie4doBaHUNA
. XapaKTepeH nponyck

MOKOJIeHUN

O

. PaBHO HacnepgytoT
MY>XUYUHbI U XKEHLLNHbI

. «['lo ropusoHTanu» - B ‘ 8}
O4HOM MOKONEHNU

IlpuMepsl v YeI0BeKAa:

. BepoaTtHocTb y oeten
25%, ecnny

poanTeneun nNnpusHak ~ MyKOBHCIH/IO3
OTCYTCTBOBAaI

DeHUIIKETOHYPUSA

Bl AlpeHo-reHUTaILHbIN
SV cuHIpoM

ot ‘&



X-cuenneHHbIn AOMUHaHTHBLIN (XD)

be3 nponycka NokoneHun —
No BepTuKanu

O
YKeHLWWHbI nopaXeHbl B 2 ‘ ‘ ‘

pasa yalle

OT oTua nepenaeTcsi BCEM

noyepsm; ot matepu 50% é 6 |
CbIHOBEWN N JOYEepeN.

Mpumepbl vV YenoBeKa:

PaxuT, pe3ncTeHTHbIN K
BUTaMuHy [

KopuyHeBas amanb 3y6oB




X-CUENMEHHbIN PeLIECCUBHbIN TUTM
HacnenosaHus (XR)

XapakTepeH nponyck
MOKOSTIEHNWN (YKEHLLWNH-
HOCUTENbHMLL)

Y MY>X4YMH NPOSABNSAETCSH
3HaYUTENbHO Yalle, YeM y
XEHLUNH

MpumMmepbl y YenoBeka:
Femodunus ‘

JansToHU3M .
MbiweyHasa aucTpodus LiioleHHa

AH rmapoTnyeckKkas aKrogepmMmalsibHas
ancnna3uns

-

@

>
.




[onangpunyeckun Tun (Y)
HacnenoBaHUs

[lepenaetca no t
MY>KCKOU NIMHUK

6e3 nponycka
NoKoneHum

Mpumep y
yenioBekKa:

'MnepTpuxos
YLUHOWU
paKOBUHbI
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LinTonnasmarn4yeckoe HacnegosaHume.
[ €@HOMHbIV UMNPUHTUHT.

deHomeH aHTuymnaumnm (bonesHu
9KCMaHCUKN HYKNEOTUAOHbIX MOBTOPOB).



1. LUnTonnasmaTtnyeckoe HacnegoBaHme

 MyTauuun B
reHome

MUTOXOHAPUN ‘ ‘ #{)
* Y pacTeHun

TakKe reHbl | |
XNOpPONAacToB. P O

[lepegaeTtcsi Mo MaTepPUHCKOM INTNHNN




[1eCcTpONMUCTHOCTb — NPUMEP
LMTOnMnasmMaTu4yeckoro HacnegosaHua y
pacTeHUn




MunToxoHapwuanbHas
[HK yenoBeka

KoHTponbHan obnacrs

wnn d-netnsa
Uuroxpom b
CybbenunHuubl

125 pPHK |
\"'\, ' i
/ : 1\(@5[}_@:{1}ermnpor eHa3b!
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16S pPHK
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[l 22 TPHK-koaunpylownx reHa

MuTtoxoHapua

lL-f
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' Wl | 13 obnacTen, koaupywunx 6enkun
/|
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mtAHK
KaXaaa MUTOXOHAPHA UMeeT
|l || .I
Zy/ \"'
y 4 Cysxeauumuu
ADH-peruaporeHast

muoro konuu mrJHK

Konnyectso MnTOXOHOPUN B
y6xenuuuubn
KNneTkax CUJ1ibHO BapbUpyeT. OT NADH-p.erup.poreHaau
‘-/J?/
\_‘if\:%’""%xenuuuuu
A\ N\ UM TOXPOMOKCU A a3bl

Cy6bveauHuus

1—2 TbIC. B KINeTKkax ne4yeHun Ao
200 TbIC. B 3penbIx
anuekneTkax. B kaxkaoon
Cy6renv
MUTOXOHOPUN MOXKET o Lol By e e
Bcero 37 reHoB

cogepxartbca oT 1 go 50
LUMKnndeckmnx mosnekyn AHK



MuToxoHOpuanesHble DONes3Hn y Yernoseka

npumMep: MUTOXOHAPUANbHAs
MuonaTus —

[TOMMMO OTHOCUTENBHO pacnpPoOCTPaHEHHON
MUTOXOHAPWArIbHON MMONaTnK, BCTPEYaloTCS:
*MUTOXOHAPMANbHbIN CaxapHbIi AnaberT,
*COMPOBOXOAKLWMNNCA rMyXOTON HacneacTBeHHas
onTuyeckasi HemponaTtus Jlebepa

scuHgpom Bonbda-lapkmHcoHa-Yanta
*MUTOXOHApPMUANbHagda
HeMmporacTPOUHTEHCTUHANbHAsA SHUedanonaTus
scuHgpom Jlea vnn Jin (Leigh) - nogocTtpas
HEKPOTM3npyoLas aHuedganommonaTma
*3HUEeanonaTns ¢ nsMeHeHusimm 6enoro —_)
BellecTBa royIoBHOro Mo3sra




[TosiBUrica Ha cBeT NepBbIv B MUpe pebeHoK
C reHeTU4eCcKkMM maTtepuanom Tpex
poauTenen.

Onepauunio No UCKYCCTBEHHOMY OMSTOA0TBOPEHUIO NpoBenn cneumanmuctel Heto-
Wopkckoii knuHukn New Hope Fertility Center. K nx nomoLum npmberna cemenHas
napa, B KOTOPOW XXeHLMHa cTpadaeT peakum 3abornesaHMeM - CMHOpPOMOM Jles,
nopakaroLLero LieHTparbHY0 HEPBHYO cucTeMy. Ero reHol nepegaroTcs Kak YyacTb
muToxoHapuansHon HK notomctBy. Hegyr yxe ctan npuymHoOn cmeptu AByx
AeTeun XeHLWMHbI 1 O4HOTMO BbIKMAbILWA.

cnepmarosoug N
e
MUTOXOHAPUM :D’
o

anuekneTka /




2. [€HOMHBIN UMMPUHTUHT

e [eHOMHbIU UMNPUHTUHT (T.€. 3anedaTtrieHne)
9TO 0CObObIN BUA, perynaunm akTUBHOCTM rEHOB.
Annenb 3KcnpeccupyeTcd B 3aBUCUMOCTU OT
NPOUCXOXOEHUA — OTLLOBCKOIO UMn
MaTEePMHCKOrO.

* TepmuH npegnoxeH B 1960 roay no aHanornu
C YTEHKOM — KOro nepBoro yBuauT, TOrMo U
3arMoOMHUT KaKk Mmamy.

* MexaHnam — metunmposaHue OHK

ik cHs N2
E‘\ N  methyltransferase | ~N
o o




[ @HOMHbIN UMNPUHTUHT N pa3BUTUE

MJiaueHTbl Y MbILLUWU
B sakcnepumeHTax Ha Mblillax

#9) (o0

3urota nmeert 2

Ecnu oba Ecnu oba
NPOHYKIeyca —
nanumHbIX MaMWHbIX
nanvH N MamMmuH
a
- >
[TnaueHTa orpomHas, 3apoabi cdhopMmMpOoOBaH,

HopmarnbHaga mblilwb
P 3apoablll HePa3BUT nnaueHTa HegopasBuTa



y 4yernoBeka
e Y yenoBeka aHalOrM4yHo:

g Q Ecnu Xe Ha4HeT pa3BnNBaTbCAH

Ecnn 2 cnepmatosounga annnounagHas auuekneTka
OnsI040TBOPAT ANLIEKNETKY

6e3 aapa

VNCTUHHBIN NY3bIPHBINA 3aHOC OMObpUoHanbHasa Tepatoma 6e3 nnaueHTbl



«BonHa nonoB» - NnpnYnHa UMNPUHTUHIA?

OTUOBCKME XPOMOCOMbI 3aryckatoT pasBuTme nnaueHTbl U TeEM caMbiM
obecneunBaloT MakcumaribHoOe nuTaHne nnoaa; MaTtepMHCKNE XpOMOCOMbI
OEeNCTBYIOT B NPOTUBOMNOMOXHOM HanpasfieHnn. B ycrnosuax HopmanbHOW

bepeMeHHOCTM CO30aeTCcs ypaBHOBELLEHHAs NaToBasd CUTyauums.



MIHTEHCUBHOCTb UMNPUHTUHTIA
BapbUPYyET OT TKAaHWU K TKaHU

* Y Mblln HangeHo okono 100 MMNPUHTUHIOBLIX
reHoB.

* Y yernoBeka BOBOE MEHbLLUE.

OcobeHHO aKTUBHO MMMPUHTUHIOBBLIE MEHb
9KCNPEeCcCcUpyoTcst B NNaueHTe.

* I B MO3re.

« HapylieHns nMnpmuHTUHra nexart B OCHOBE
psiga HacneacTBEHHbIX CUHOPOMOB



CuHapowmsbl Npagepa-Bunnm n AHrenbmaHa

Ecnun npomncxogut geneunsa onpeneneHHoro
panoHa 15 xpomocombl (q11.2-q13) unu
BO3HMKAET oAHOpoaAuTeNnbCcKas AucomMud, 1o
NposABNeHna dyayT pasnnyHbl, eCnu

* OTCYTCTBYET MaTEpPUHCKAA XPOMOCOMa, aKTUBHA
OTLIOBCKasaA — cMHOPOM AHrernbmaHa

* €CNnun OTUOBCKaA OTCYTCTBYET, aKTUBHa
MaTepuHckas — cnHapom [pagepa-Bunnu



CuHgpowm [Npagepa-Bunnu (cnesa)

l E ‘(‘:“ X ; .‘.4‘
«CrHOPOM CHACTNMBOW KYKIbl»- HApYyLWEHNS peyn,
MNepPakTUBHOCTb, HAPYLLUEHUSI CHAa U MOTOPUKN C
HEerNnpou3BOSibHbIMU OABUXEHNAMU PYK U HOr. Kpome
9TOro oTMevarTca ocoboe nosegeHne, KOTopoe
OxupeHne, ymcTeeHHas XapaKTepu3yeTcsi HeNPOM3BOSTbHLIMU 3NU30AAMM

OTCTanoCTh, TMNOTOHAANSM,  syexa 1 ynbIGoK B HENoAXOAsILLEe BpeMms]
MbILLEYHAs TUNOTOHUS




BO3HWKHOBEHWE OQHOPOAUTENBCKON
avcomuu (B Ll,aHHOM cryyae — ot oma)

TRIERIRT

HepacxoxgeHue B

AN HepacxoxgeHue B

aHaase 1 menosa aHaase 2 menosa
Vv J
a Tpucomus ‘
B 3urote
A B ( A A C

[MoTeps i
Xpomocombl C

\/ N/
i i OcTaetcsa 2 i ‘
¢ ; XPOMOCOMBbI, HO OT

OLHOro poauTens
rerepoancomMud & POA n3oamMcomms



CuHapom bekButa-BngemaHHa

* [1pn cnHopome beksuta-BnoemaHHa 1 OTLLOBCKUN U
MaTEpPUHCKNU annenu reHa BKN4arTcA
OQHOBPEMEHHO, Torga Kak B HOpMe —
3KCcnpeccupyeTcH TONMbKO OTLOBCKas KOMUs.

e [1lna aToro cMHapoma xapaktepeH Ype3MepHbIN PoCT
TkaHeWn. Habntogaetca 00nbLUIon A3bIK, MyrnovHas
rpbika, Manbi MPU3HaK — Hace4Ykn Ha YLLIHON MOYKe.




3. bonesHu akcnaHcun TPUHYKNEOTUAHbIX
NOBTOPOB

Oco0bIn BUA reHHbIX MyTauun, oTKpbITein B 1991 roay, ans
KOTOPOro XapaKTepHO:

« [1loBTOpPbI HYKNIEOTUAOB HapacTaloT U3 NOKONEHUS B
NOKONEHNE (IKCNaHCUA) NPn MPOXOXKAEHNN Yepe3 MenNos
(BO3MOXHO, 13-3a HETOYHOIro 0OMeHa y4vyacTkamm rnpu
KPOCCUHIroBepe)

« PocT yncna noBTOpOB NpmBOAUT K bonee paHHEMY U
bornee TaXenomy NposBneHnto 6onesHn (aHTuLmMnauma)

* VimeeT 3Ha4YeHne poauTernbCKoe MPONCXOXKOEHNSA
annena (MMNPUHTUHI)

e Cenyac nssectHo okono 20 Takux bonesHen, B
OCHOBHOM 3aTparmBaroLLnX HEPBHYIO CUCTEMY



3KCI‘Ichyr HYKNEOTUAHbIX TOBTOPOB

B kogupyoLwien 4yacTtm reHa
— BCerga rnoBTop Tpex
HYKNeoTnaoB, MHaye — caBur
PaMKU CYNTbIBAHUSA

[Tpnmep — xopes
[eHTuHrToHa (4p16.3)
[MosTOop WAl —0o 35
NOBTOPOB — 300POBbLIE; OT 36
no 121 — 6onbHbIE.

PocT noBTOpOB NnponcxoauT
B OTLIOBCKOM Meuno3e

e B Hekoaupyrowen 4yactu

reHa — MOXeT ObITb MOBTOP
PaA3HOro Yncna HyKneoTnaos
[Tpnmep — cMHapoMm
MapTtuHa-benn, unm noMmkou
X Xpomocowmbl ( Xq 27.3)

[MosTop LUI'T — 0T 6 00 53 —
HOopMa, OT 54 Oo 229 —
npemyTauus, cebiwe 230 —
nofHaga myrtaums

PocT noBTOpPOB NponcxoanT
B MaTepUHCKOM Menose



Xoped eHTUHITOHa

George Huntington

Xopes eHTnHrroHa ( MIM 143100 ), A1 - ogHO 13 cambix
TSKEnNbIX NPOrpeccupyroLLmnX HacneacTBeHHbIX
3abonesaHn ronloBHOro Mosra. Xopes (chorea; ot
rpedeckoro cnosa "choreia" - nnsicka) - dpopma
rMNepKuHesa, xapakrepusyeTca HENPON3BOSIbHbIMU,
ObICTPbIMU, HEPETYNNPYEMbBIMU OBUKXEHNAMN,
BO3HMKAIOLWMMMN B PA3NNYHbIX MbILLEYHbIX Fpynnax.
Ero pacnpocTtpaHeHHOCTL cocTtaBnseTt okorno 1:10000.
OTnuunTernbHble NPU3HaKKM - Xopest 1 pacCTPONCTBa
noseneHnda. 3abonesaHne HadnHaeTcs B panoHe 40 ner.




Cungpom MapTtuHa — benn (cuHapom
FTOMKOWU X-XpOMOCOMBbI)

* BriepBble B 1934 r. J. Martin u J. Bell bbina
onucaHa cemb4, rae YyMCTBeHHasi OTCTasrioCTh
HacregoBarnach no cuenfeHHoOMY C Nonom Tuny.
B aTon aHrnunmnckom cembe 661510 11 MyXXUMH C
ONMUTOPPEHNEN U 2 KEHLLMHBLI C NETKOU
CTENEHbK YMCTBEHHON OTCTaNOCTW.

* B 1969 rogy H.Lubs, npoBoaga
LUTOreHeTn4yeckoe obcnegosaHmne BbISBUI
BTOPUYHYIO NEPETAXKKY Ha OJIMHHOM nrievye X-
XpOMOCOMbI B 0bnactu 27-28.

« YacTtoTa pacnpoctpaHeHuna — 1:1000-1:2000
HOBOPOXOEHHbLIX Manb4YMKOB.



CuHpgpom MapTuHa - Eenn

[Tpu3Hakn: 6onbluas rosioBa ¢
BbICOKUM U LLMPOKUM NOOM,
ONMMHHOE NUNLO C
yBENMYEHHbIM Noa60poaKOM

[[maBHbIM CUMMTOMOM
cuHOpomMa ABrseTcd
NHTENNEeKTyanbHoe
HegopasBuTme n
cBoeobpa3Haga peyb. Takke
MOryT ObITb HapyLLIEHUS
noseaeHus B Buae
arpeccmBHOCTMN,
aBuraTernbHou
PAaCTOPMOXEHHOCTMN.

Kpome BbILLeonncCaHHoro y
Takux geTten MoryT bbITb
NPU3HaKN paHHEro 4eTCcKoro
aytTmsma.

RAGILE X
, SYNDROME

CAUSE:
TRINUGLEOTIDE
REPEAT IN THE FMR-1

DANGLING BY A
THREAD



Hep TOoq

MeTton

BEHHbIX

He nytatb C reHHOU
nakTunockonueu!

Takxe cnegyet otTnnyaTb
aepmaTtornnduky ot
XNPOMAaHTUKN, KOTOPaA OTHOCUTCH
K nceBgoHayKam.



[NepmaTtornndpuyeckmn metoq

* 3yyaeT ocobeHHOCTM rpebeLLlKOBO KON 1 OCHOBHbIE
crmbaTenbHble NMMHUX NagoHen 1 NoaoLB




peOHeBasi KOXka xapakTepHa Ansi Bcex
npMmMmaToB.

XA"'"" Primate Feet £ £

Human

OTnuums oT Yernoseka — bonee CrnoXxHble Y30pbl HA TEHape U rmnoTeHape,
YyeM Ha nanbLax.



TpVI OCHOBHbLIX BUAa nalibLleBbiX y30PpOB

3aBUTO

OakTunockonus — obnactb KPUMUHANUCTUKK - Takke N3ydaet
oTrneyaTku nanbLeB, HO oOpallaeT bonbllee BHUMaHWE Ha Merkue
NHANBUAYanbHble 0COBEHHOCTY



BapuaHTbl crmbatenbHbIX CKnagok




OcobeHHOoCTN aepmaTornndonkn npu
HEKOTOPbIX CUHAOPOMaX

« CuHapom OaBapaca — ayru Ha

BCEX npanbuax P ’ —>
CuHgpom [layHa — ogHa
crmbaTtenbHas cknagka
CuHpgpom TepHepa — Bce
3aBUTKW Ha NanbLax

CuHapom PybuHwTenHa-Tanom
— CINOXHbIN Y30p Ha TeHape




bu o

* Vichonb3yeTca ana nsyvyeHus
depmeHTonaTnn — MmyTaumu,
HapyLwiatoLwmnx padboty pepMeHTOB.
* B KpoBM 1 Mo4e OOSbHbIX BbIABNAKOTCS

onpeaerneHHble Xummyeckune
coeuHeHUus.



Mpumepbl depMmeHTonaTui [ $ermnanani
® doEHUNKETOHYPUSA

TUPO3UNH

TMpOKCMH

TMpO3MHO3

MeﬂaHVlH roMOreHTU3nHoBas
KMucnorta

® ArnkanToHypusa*

|| Maneunaudetart ||

* Mepsoe onucaHHoe HacriedCmeeHHoe HapyueHue
obmeHa sewecme (Apdubarnbd appol e Haqane XX
gekKa)



PaccmoTpum obmeH dbeHnnanaHnHa v

pa3sutne heHunketoHypum (AR)

HQN_(I:H_COOH
"

OH

B 6onblwKMHCTBE cny4vaeB (knaccuyeckas popma) 3aborneBaHne CBA3aHO C PE3KUM
CHWXEHMEM UNU NOSTHBIM OTCYTCTBUEM aKTUBHOCTU NEYEHOYHOro doepmMeHTa
doeHnnanaHnH-B-rngpokcunasel (peHnnanaHmH-4-MoOHOOKCUreHasbl), KOTOpbI B
HOpME KaTanusupyeT npespalieHne peHnnanaHmHa B TMPO3UH.

[o 1 % cny4aeB oeHUNKETOHYPUM NpeaCcTaBneHo aTUNnUYHbIMKU hopmamu,
CBSI3aHHbLIMKW C MyTaUMaAMN B OPYrMX reHax.



[Tpn dbeHnnketronypum (PKY) HapyLieHo
npeBpalleHne peHunnanaHmHa B TMPO3UH
(knaccunyeckasa popma)
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»Ff j 3 ; enmnanarm Srrmmommens ™

5 : § m— rocmiecnes
AyTOCOMHO- @ oeuunKZTonypuﬂ
peLeccnBHoe ;
HaclriegoBaHue A 4

q) Ky Trpo3mH



Cxema npeBpalleHnn dpeHnnanaHnHa

[DennanaH/H
CvHTe3s benka (DeHVlﬂaﬂaHMHOKCVIL]a3a
(MEeHUNNUPOBYHOr PaAHAnA MeHUNYKCYCHAA meum1|m|onouuan
5 |
| v l
Mosr MeyeHb Moyku
(Hakonnenve) (Hakonnexve) (BbiaeneHve)

o &

deHUNKeTOHOBbLIE TeNna




PacnpocTtpaHeHHOCTb PKY

CTtpaHa BcTtpevyaemMocTb 3aboneBaHus
Kutan 1 Ha 18 000
PnHNAHANS meHee 1 Ha 100 000
NpnaHgns 1 Ha 4500
AnoHus 1 Ha 120 000
Kopes 1 Ha 41 000
Hopserus 1 Ha 13 000
Typuusa 1 Ha 2 600
NHpnsa 1 Ha 18 300
CLIA 1 Ha 15 000

B nccneposanun 1987 roga B CnoBaknun cpeamn otTaenbHbIX LbIrAHCKUX
nonynsyum oblnin oBHapyXeHbl CBEPXBLICOKME YPOBHN DEHUNKETOHYPUU
n3-3a nHbpuauHra: 1 cnydam Ha 40 poxgeHun. B r. Mockse yactota OKY

oueHunBaeTtcs Kak 1:7 000 HoBopoxaeHHbIX. B Adpuke 1:170 000



[letn c poxxaeHns AomkHbl cobnogaThb
ONETY C orpaHn4eHnem no doeHnnanaHnHy




depmeHTONnaTUN BbIABMAOT MpU
MOMOLLM HEOHATAlIbHOIrO CKPUHMHIa

HeoHaTanbHbIM CKPUHUHT — «NPOCENBAHUNEY




B HacTodllee BpeMa OeTen TeECTUPYIOT Ha

deHUNKeTOHYpPUMU,
MyKOBMCLUMA03a,

BPOXXOEHHOro runoTnpeosa,
afipeHoreHMTanbLHOro cMHapoma u
ranakrosemMum

[Mpun BbIGOPE 3aboneBaHNK ANst HEOHATaNbHOrO CKPUHUHIA, B COOTBETCTBUN C
pekoMmeHgaumamm BO3, yunTeiBanmcb Takme aktopbl, Kak TSXeCTb
nposBreHna 3aboneBaHnin, YactoTa pacnpoCTpaHeHUsT AaHHbIX
3aboneBaHni, a Takke NPocToTa N AOCTOBEPHOCTb MPUMEHSIEMbIX METOA0B
OVNarHOCTMKN, Hannune OOCTYMHbIX U 3 MPEKTUBHBLIX CPEACTB NEeYEeHns.



TUYECKUU
"

[Tonynau

* I3yyaeT 1 cpaBHMBaET nonynauuu nogen.
* OcHOBaH Ha 3akoHe Xapaun-BanHbepra




UHacTtoTta HEKOTOPbLIX ayTOCOMHO-
PELIECCUBHbIX 3a00neBaHUN B EBPOINENCKOMN

nonynayuu
3aboneBaHue OornbHbIE HOCUTENU
dEHUNKETOHYPUSA 1:10 000 1:50
MYKOBMCLMNO03 1:2000 1:22

reMoxpomaros 1:400 1:10




|_|OI'IyJ'IFILI,I/II/I OTJIMHAaIOTCA 110 YaCToTe
BCTpEe4HaeMOCTU NT’EHHbIX MyTaLI,I/II7I

HacneacTteBeHHble Oone3Hn, xapakTepHble Onst 3THUYECKUX TPy

DTHHYECKAS rpynna

Jabonesanue

Amuun craporo o6pasa (Mencursanns)

Kyua (Can buac), ungeitust (Manama)
Wuaeitut Xonw (Apusoa)

Wrneituet [ima (loro-3anan CLIA)
Oununnl

Dexkumockt I0nux

Adpukanep (I0xnas Adpuka)
Eppen amkenasu

Kapaumbl

XOH/IPOIKTONEPMANBHAA AMCIINA3MS, CHHAPOM Dnuca-Ban-
Kpesenba; Xpauieso-BonocaHas runonnaus

AbOUHNIM
ANbOMHMIM

Caxapubuit anaber Tira 2

Bpokagnnas xnopuHas Auapen; acnapTrirTioKa3aMuHypPHs; BPOX-
ACHHBIA HeDPOTHUCCKMIE CHHAPOM; HAHHIM MyHOpes

BpoxaéHHas runeprnaasus Haanouey HUKoB

[écrpast nopdupus; CT; nunonansii npoTenHos; xopes
Tentunrrona; pybuepanue Tkamm

boneann Tea~Caxca; 60nesus [ome; sererarnpnas JHCTOHHA,
Ooneann Kanapana

bornesnb Bepanura~Topmana




3aKOH reHeTn4YecKkon ctadbunbHOCTU
nonynaunn

* CcpopmyrnmposaH B 1908 roagy HesaBUCMMO
aHTMUNCKUM MaTeMaTUKoMm [. Xapan v
HeMeUKUM Bpadvom B. BanHbeprom.

* 3aKOH yTBEPXXOAET, YTO B ugeanbHOMU

nonynaunmn 4YacTtoTbl reHoTunos AA, Aa u

aa B nonynaumm octaroTcs ognHaKoBbIMU
N3 MOKOJSIEHUS B NMOKONEHUe:

p*(AA): 2pq (Aa): g*(aa),
* rae A N a— annenu ayTocCoOMHOrIO reHa, p

— YyacToTa annens A, g — 4acToTa
annens a.



NoeanbHas (MeHOeneBcKas) nonynauns — 9BONOUMOHMPYOLWAsa nonynsayma

UpeanbHas
nonynauus:
YMCNEHHOCTb Berunka
HabnaaeTtcsd
NaHMUKCUSA
(cBOOOOHOE
CKpeLunBaHue)
OTCYTCTBYIOT MyTaLuu,
OTCYTCTBYIOT
vurpaLms ocoben
OTCYTCTBYET

(MO U3y4aemMomy reHy)

e OTKIMOHEHUS OT
paBHOBeCUA Xapau-
BanHbepra
CBUOETENLCTBYET O
OEVUCTBMM Ha Nonynsauuio
3BONMTIOLMOHHbIX
¢daKTOpOB:

* MyTauUuUun

* Apenda reHos
* MUrpauunm

* N30NAuUnn






OCHOBHble METOObI COCTaBIEHUS
reHEeTNYECKUX (XPOMOCOMHbIX) KapT

Ha ocHOBe cKkpellMBaHUU - He Y
yenoBeka! (rmbpmnoonorn4ecknin MetToq) -
% KpoCCOBEPHbIX MOTOMKOB — MOpraHuga
(CEHTUMOpTraH)

Ha ocHoBe pogoCNOBHbIX

MeToaamm reHeTUKMU coMmaTn4eCcKnx
KIeTokK

Metogom OHK 3oHgoB (pparmeHToB [AHK
C U3BECTHOM NocneaoBaTenbHOCTLIO)

MeTogamu CeEKBEHNPOBaHNE reHoMa



OnbITbl MoOpraHa no cuenneHunio y

apo3ounebl.
B
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i
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Hexpoccosepw 83Y% Hpoccosepw 17%,

PadctosiHne reHoB BuV — 17 MopFaHmJ,



PoaoocnoBHas, noka3biBaloLlas

cueryieHne y 4YerioBeka
reHa cMHgpomMa «HOrTen-HaaKofeHHUKa» np ¢ rpynnowu

kposu /° (xpomocoma 9)

' O—*_- IB
00 AB
1 2 np
” ] @ O+l B[] @
<« AO AO BO AA AB BO BO AO AO
1 2 3 4 5 6 7 : :

11

L FYeoX NB

AB AOD AB BO AB AO
1 2 3 4 5 6

Bbin KpoccuHrosep Mo YacToTe KpoccuMHroBepa onpeaenunu paccTosiHme

Mexay aTumMm reHamm B xpomocome - 1,5%, 1.e.1,5 M



KaptupoBaHue FISH-meTtogom ¢ HK

30HOOM
dnyopecueHTHas
METKa OHK 30HA
\ Y4acToK XpOMOCOMbl,
KOMMSieMeHTapHbIN

30HAY

/

— G —

MeTadrasHble XpOMOCOMbI C METKaMW




MeTon reHeTuKn coMmaTUYeCcKnX KrneTok

« KneTkn BbipallMBatoT B KyNbType.

* OTUM METOAOM YyaanocCb KapTupoBaTb
reHbl YenoBekKa.

* MeTop cBoeobpaseH:

crindHue
AHeynnoungHagd

KNneTka Mbllln
KneTtka yenoBeka

[MBpuaHasa kneTka
(CMHKapWOH)



OTO OAVH U3 METOOOB KapTUPOBaHUS NEHOB

B xone KNneTo4YHbIX
aeneHnn B rubpunaHomn
KIeTKe yTpaymBatoTcd
BCE XPOMOCOMbI
4yenoBekKa, KpomMe ogHOoM
(Hanpumep, Ne 17)
|
[ToceB Ha CenekTUBHYIO Ccpeay, BbKUTb Ha KOTOPOM
MOTYT TOSIbKO KNETKN, UMeloLLme onpeaeneHHbIn
YerioBeYEeCKUU reH (Harnpumep, red A)

O O
o O

Knetkn BbbKUNn, 3Ha4nT red A
nexwuT B xpomocowme 17






HekoTopble TEPMUHBI, ONUCLIBAIOLLME
meToabl aHann3a AHK

[HK-30HAO - doparmeHT OHK, MeyeHHbI TEM UMK UHbIM
00pa3oM M KOMMIIEMEHTAPHbLIW onNpeaeneHHon
HYKINeoTUOHOM nocnenoBaTeNbHOCTH.

[MonnmepasHas uenHaqa peakuund, NUP — meton
nonyyeHunsa 6onbLoro Ynucra konum yyactka JHK

[eHHasa JaKTUIOCKOMNA — BbIABNIEHNE MESTKUX
Bapuaummn B ctpoeHmnn [HK

CekBeHMpoBaHMe — onpeneneHue
nocnegosatenibHOCTK y4yacTtka JHK

KrnoHnpoBaHne — BblAeneHne reHa n ero pasmHoXxXeHue
B COCTaBe XPOMOCOMbI bakTepun, dbara unm nnasmuibl



Cxema n peakuunu
[OHK-matpuya, ¢ yyactkom AHK, icnoneayetca OHK-nonvmepasams da
KoTopbiii TpebyeTes amMnnucuumposaTs OAKTEPUN, XMBYLLEN B FOPH””WKGX\
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KOHLaMm pasHbix yene Tpebyemoro coparmenta HK

a NeHaTtypauus npu 94 - 96°C e OKUr npu ~ 68°C O SnoHrayua npu 72°C



OauH umkn MNMUP gnuteca 3 — 5 MUHYT, YNCNO LKKIOB
00bI4HO 23 — 30. B utore ncxogHoe KonM4ecTBoO
OHK yeBenunumsaetca B 1 000 000 n bonee pas.
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AHanums c ydactnem pecTpukTas.

PecTpukrasa

paspesaeT IHK B

onpeaeneHHbIX MecTax — canTax PpecTpPUKLINK

pua MINS

PRLELE Y NN

Sticky end

@Yong-Ming YUAN




PecTpuKkTasbl — pepMeHThI, pa3pesatoLine
[HK B onpeneneHHbIX MecTax (canTax)

depmeHnT Cailr y3HaBaHua u CrpykTypa pacwjensieHHbiX McTouHuk
MEecCTO paclienneHms KOHLOB
| e (:’/,‘A S B S ik 2 T B Bee N L smpm———
EcoRl O 1L A —— ' . E. coli
L L Llc-T-T-A-A-G-l—lL Ll lc-1-T1-A-A G-l '
e e L S K e o A A-G:C-T-Tr—T
Hindill OO I e ' R Haemophilus influenzae
Al ly.v.c-G-A-A-LL Lt-T-c-G-A a-l1_L
G-G-A:T~C-Coppe—r= , G G-A-T-C-C 1
| ' | ‘ | | ’ I |
BamHlI S PR T R LA i ! ! Bacillus amyloliquefaciens
Ll c.c-7-A-G-G-1—1—L ' C-C-T-A-G G411
T T i e ——— T CLG=ATTT
Tagl £ e : ’ Thermus aquaticus
B A [ PO | O i st it M (L S L W G ) A [
T S i e o s T ¥ 5 i g S
Alul A S i g (A Arthrobacter luteus
L Ly.c-G-a1L1_L 4Llr.C G-A-L1
Tl L. e e T T T 1 B s o
Haelll t o —— L1 ¥ Haemophilus aegypticus
l.c-C-G-G= ' —Lc-cC G-G———



Monekynbl JHK aBuXyTca B rene B
3aBMCUMOCTM OT CBOEro pasmepa

rernb

®parmenTbl HK pasHon gnuvHebl



[Monumopdunam AnnH peCcTPUKLMOHHbIX
dparmeHToB ([1OAP®P) —

a10 cnocob nccrnegosaHusa OHK, nytem paspesaHus ee
9HOOHYKIeasamm PeCcTPUKLMM U AanbHENLLEro aHanusa
pa3amMepoB 0bpa3yoLnxca pparMeHToB (PECTPUKTOB) NpU
MOMOLLM refb- aneKTpocbope3a :

nccnenyembin RSV UangS —> ' ! '
mMaTtepuan " Bbu:l,eneHme Paspesatue
D,HK pecTpuKkTazamm
‘Lv PasneneHue
,_ P L — i = dparmeHToB [JHK
—= "3 = C MOMOLLbIO
CBA3LIBAHVE C _—4 MepeHoc =7 anekTpodopesa B
paIMoaKTUBHOM = - rene
meTkon (OHK- = Ha TINEHKY e
l 30HOOM) O6pasubl: 1 2 3
_— OrtmbiBka > e ol —
= MIEHKN OT PapunoasTo- —_— — -
= ocTatka rpacpus = = =
METKU obpasua ViccnenoBaHvie 06pasLoB



OnpegeneHne HocUTErNbCTBa MNP NOMOLLN
NaPo®
[lonycTum, ecTb cemb4.
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ayTOCOMHO-PELIECCUBHOE
3aboneBaHue - aa

A? A?



MyTauus (a) 3aTparmBaeT cauT PeCTPUKLIUN.
aa, Aa n AA JatoT pasHble Nnonockl npu

anekTpogopese
poauTenu
dan A
neTu
reHOTUrbI
4
AA 22 Aa Aa Aa aa Aa AA

MoxxHO onpegennTb reHoTun KaxXgoro 4JieHa ceMbA






OaHum 3 BapuantoB [1[P®P-aHanuaa
ABNSAETCS aHanmM3 nonmMmopdunama
NepeMEHHOro Yncria TaHOEMHbIX MOBTOPOB -

VNTR (variable number of tandem repeats), a
nHaye — npodpunmposaHue OHK

TaHaeMHble NMnOoBTOPbI B LEHTPOMEPHbIX U TEITOMEPHbIX pa|?10Hax XpOMOCOM -

catennutHaa [JHK yacTto nmetrot pasHoe ymncno konuun. lNpnyem VNTR-
annesibHble BapnaHTbl UMEKOT KO,EI.OMI/IHaHTHbII7I XapakTep HacneaoBaHUA.

Gel electrophoresis
| | P

‘ s = —= =

|><g i ’::: - = > ]_=:: =

|=22= = =" =]

> (E5=- E| |2E-_C =

Blood Extracted DNA l [S=="= =] (== =
Enzymes cut DNA fragments are Bands are stained to
e separated (by size) make them more visible,

sample
the DNA in the gel hence ‘fingerprint’



AHanus NnoJ1iyydynsi rooMKoe Ha3BaHME
«reHHad OaKTUJIioCKornuma» 3a ero posib B
KpMMMHaHMCTquCKOVI IKCMNepTn3e.

Mopos3peBaemble:
01 Ne2 Ne3

YKepTBa Opyaune
NpecTynneHuns

N




[1pn ycTaHOBMEHUN OTLOBCTBA BaXXHO
NMOMHUTL, YTO pebeHOK Nosiy4yaeT no oaHOU
konum VNTR oT Kaxgoro poanTtens

> = .U

Mother Child ‘Dad’ 1

o & 9
| N
w 9







Meton CaHrepa, nnm meto «obpbiBa LIENNY, 6bin

paspabotaH B 1977 roay. icnonbaytotT JHK-npanmep anvHon 17—20 3BeHbEB
019 MHUUMaumMn CMHTEe3a uenn, KOMNiemMeHTapHoOW Matpuue — nccnegyemomy
yyacTky [QHK. PacTBop pacnpenensitoT no 4Yetblp€M npobupkam, B Kaxxaon m3
KOTOPbIX HaxoadaTca YeTblpe aesokcuHykneotunaa, dATP, dCTP, dGTP n dTTP
(OOMH N3 HUX — MEYEeHHbIN pagnoakTUBHbLIM M30TONOM) N OAUH U3 YeTbIPex
2',3'-gupesokcuHykneotnaos (ddATP, ddTTP, ddGTP mnnn ddCTP), Ha KOTopbIX

pocT uenu [1HK ocTtaHaBnuBaeTcs.

% o i
'0-P-0-P-0-P-0— = dNTP

O O O dATP dATP dATP

dTTP
dCTP dCTP dcTp
dGTP  dGTP  dGTP

N | ddATP ddCTP ddGTP
g
=Gt~ 0 = ddNTP o

v 3N10HIraumA
npanmMep o
32p 3 _Mpaiimepa

(&
O-"0
(@)
L
G

y

dATP
dTTP
dCTP
dGTP
ddTTP

Heun3sBecTtHaa nocnenoBarte/ibHOCTb CeKBeHU py}OUJ,VIﬁ rem;-:-mempod)opea



B pesynbraTte B KaXXgou 13 YeTblpéx npodbumpok npu yyactum AHK-nonnmepassl
obpasyeTcs YHMKanbHbI HADOP ONIMFOHYKNEeOoTUAOB Pa3HOU AJIMHbI,
BKJTHOYAKOLLMX NPpanMepHYIo nocrnegosaTtenbHOCTb. [lanee B npobupku

0obaensaT doopMmamug 4ng pacxoxgeHus uenen n npoBoaAT AfieKTpodopes B

nonnakpunamMmmaHoMm refe Ha vYeTbipex gopoxkax. NposoaaT pagnoasTtorpaduio,
KOTOpas Mo3BOJSISET «MPOYECTb» HYKNEOTUAHYIO NocreaoBaTenbHOCTb
cekBeHupyemoro cermeHta OHK.

solution gel slots containing DNA samples

— glectrode ‘

(((Q ‘-i movement of DNA
,:5'? == 0

shorter
bands

@ 2007 Encyclopadia Britannica, Inc.



Ha cerogHsAwHUM aeHb cekBeHupoBaHue AHK no
Ca3Hrepy nosIHOCTbLIO aBTOMaTU3UPOBAHO U NPOBOAUTCSA
Ha cneuMarnbHbIX NTPUOOpax, ceKkBeHaTopax.

Vcnonb3oBaHve AMAe30KCUHYKNEeOTUAOB C flonroToeya;etpaae

c¢nyopecUeHTHbIMU MeTKaMu C pasHbiMu 4;1737« N, % AHanus MonekynspHbix aHcambnen
ONnHaMK BOJTH UCNMYCKaHNA NO3BONAET - ”o,l
NPOBOAMTL peakuuto B 04HOM NpobumpkKe. ! :E\lHK &E‘Eﬂé
PeakumoHHy0 cMecb pasgensaioT KanunnspHbIM oo

[ob6asnexne
MEYEHHBIX YaaneHue

wparmem ﬂHK (onuro-)HykneoTuaos el
Ha TBepAOﬁ NOBEpPXHOCTU

anekTpodope3om B pacTBope, dparMeHTbl
IOHK, Bbixogsime n3 KanunnisapHOW KOSTOHKK

if’
PErMcCTPUPYIOTCA AETEKTOPOM (DITyOPECLIEHLIM. E, 7E
Pe3ynbsTaTtbl aHanmanpyoT ¢ MOMOLLIbHO AL l B fﬁ_
KOMMblOTEPa W NpeacTaBnsaloT B BUae Sl ooamsam
nocrneaoBaTenbHOCTM PAa3HOLIBETHLIX MUKOB, E JE E T — cexBeHaTopom
COOTBETCTBYIOLUX YETbIPEM HyKNeoTuaam. _ _H_F) na Teepaoi nosepxtocth

CekBeHaTopbl TAKOro Tuna MoryT
«NpoYMTbIBaTby 3a pa3 NocneaoBaTenbHOCTH
AnnHon 500—1000 HykneoTnaoB.
CekBeHMpoBaHUe HOBOIO NOKOJIEHUSA
NO3BONAOT aHann3npoBaTb 40 COTEH Merabas u
rmrabas HyKneoTnaHbIX NocreaoBaTenbHOCTEN
3a oauH pabounn uukn.




CekBeHMUpPOBaAHNE reHoOMa —
onpeaeneHne HyKneoTuaHbIX

MNOCIJII
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Bases per day per machine
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enoBartenbHocTen Bcen IHK
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Bcex cekBeHUpytoT?

Ha koHdepeHuun BioGenomics2017 ob6baBunm 0 HOBOM MacluTabHOM
npoekTe. CMUTCOHOBCKas MHMUUMATMBa Mo reHoMmmnke bruopasHoobpasuns u
Kntamckaa komnanua Beijing Genomics Institute (BGl) HamepeHb!
CeKBEeHUpPOBaTb reHOMbI BCeX BUAOB XUBbIX OPraHM3moB 3eMIu.

*OpraHnsaTopsbl npegnosiaratoT, YTO Ha HaYanbLHOM aTane dyayT aeTtasnbHO
CEKBEHMPOBaHLI MO0 OAHOMY reHOMY U3 KaXoro cemencraea
3YKapMOTUYECKUX OpraHu3mMoB (Mx HacumntbiBaetTcst okono 9000).

«3arem OyayT nosnydeHbl MeHee noapobHble nocnegoBaTerlbHOCTM FTEeHOMOB
a8 ogHOro Buaa mn3 Kaxaoro poga aykapuort (Bcero okosio 150 — 200 Teicsay
poaoB).

/1, HakoHeL, Hago OyaeT NoNy4YnTb XOTb C KAKOW-TO CTEMNEHbBIO NOAPOOHOCTH
reHoMbl onsa octaswwmnxcs 1,5 MUnnNMoHOB BUOOB.

*OpraHusaTopbl CHUTAIOT, YTO paboTa NnoTpedyeT puHaHCMpoBaHUS
NPUMEPHO B TOM Xe 0bbeMme, YTO 1 NPOEKT «[eHOM YernoBekay, Ha KOTOPbIN
ObIf10 BblgENEHO 2,7 Mnpa. 4onnapos, okoso 4,8 mnpa. B nepeBoae Ha
HbIHELIHUM Kypc. PaboTa, no nx MHeEHMIO, MOXeT ObITb 3aBepLueHa 3a
AecsTb IeT.

Makcum Pycco, MNonut.py, 27 ®espansa 2017:



NHK-an BEHHbIX

- Hanbonee agekBaTHaa U ToyHasd
ONarHoCcTuKa

B OMIM onncaHo okono 5 Tbicay
doeHoTMNOB

[na 6onee 3000 n3 HUX N3BECTEH

MONEKYNAPHbIN OedeKT.
-ONarHoCcTMKa BO3MOXHA, Jaxe
eClin HEU3BECTEH leH,
OTBETCTBEHHbIV 3a 3aboneBaHue.




[NHK gnarHoctuka

BbIABIIAET reHHble MyTauun
NHK gnarHocTuka ObiBaeT:

v

lMpsimasn, Kkorga reH v ero
MyTaLMUnN XOpPOLUO
M3BECTHbIl. TOYHOCTb MNOYTHU
100%. Ncnonbaytotca angd
Takux 3aboneBaHun, Kak
deHunkeToHypusa (Mytaums

R408W), mykoBuncumaos -
(Hanbonee yactaa myTaums
delF508), xopes
[€HTUHITOHa (3KCnaHcud
TPUHYKNEOTUOHbIX
nosTopoB-CTG-noBTOPLI) U

\

KocBeHHasa — nWyT cuensieHHbIU
MapKep — ps4oM nexauwimy y4acTokK
OHK. F'eH npn 3aToM MoXxeT ObITb He

U3yyeH HegocTaTo4yHo. [pun
NCMNONb30BaHNN KOCBEHHbIX METOO0B
OHK-gmnarHoctuku TpedbyeTtcs ceMemnHbIn

aHanm3 Kak MoXHo 6ornblLuUero ymcna
POOCTBEHHUKOB (B NEPBYIO oMepeab
poanTenn—AaeTun), YTodbbl NnpocneanTb
NyTb Nepegaym Mmapkepos NOTOMCTBY.

OTO NoBbIWAET MHPOPMATUBHOCTb

BbIOpaHHOro Mmapkepa.



O HK-MUKpo4nnbl 1 reHeETUYECKUN CKPUHUHT

MuKpo4ymn COCTOUT N3 COTEH ThbICAY MUKPOCKOMUYECKUX A4eek, B KOTOPbIX
3akpensieHbl 30HAbl n3 ogHoHnTeson AHK (npumepHo 20 HykneoTnaoBs) K
HOpPMasbHbLIM N MYTaHTHbLIM anrfiensam pasHbliX reHOB

OHK naunernTa nocne lNLP meTtaTt dpnyopecueHTHO 1 HAHOCAT Ha
MUKpo4nn. OnyopecueHTHbIN PUCYHOK aHanU3npyeT ckaHep

[1lo3BONSET BbIABNATb OAHOBPEMEHHO MHOXECTBO MyTaLlMVI pPa3HbIX reHOB

OHK nauueHTa nocne
nup AL e

N
MyTauusa l/' '44."7

Cbnyo pecueHTHada MeTKa

ES\ [OHK-30HAbLI Ha
; noanoxke
_

ﬁ>>§>

cdnyopecueHumnsn MyTtanTHaa JHK cBsasanacb ¢ 3oHpamum

AHK-3o0Ha— dpparmeHT OHK, MeyeHHbIN TeM nnm nHbiM 06pasoM 1 NCNOSb3YHOLWNNCS OSS
rmopunansaunm co cneuyndmndecknm yyactkom monekynol OHK.




[lepcneKkTuBhl

B 2011 rogy, ctaptoBan npoekt «Bapnom 4ernoBeka», KOTOPbIN CTaBUT 3a4a4en
N3yvyeHme reHeTnyecKkoro pasHoobpasus nogen. NnaHnpyerca cobpatb
obwupHyto 6a3y gaHHbIX (M obecnevnTs 06MeH nMn) 06 N3MEHUYNBOCTU rEHOB

ons 1 MIH criyyaeB reHeTuYeckux 3aboreBaHum.
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THE HUMAN VARIOME PROJECT

The global initiative to collect and curate
all human genetic variation affecting human health

http://www.humanvariomeproject.org/

HGVE|

HUMAN GENOME
VARIATION SOCIETY

http //www hgvs. org/






