[eHOM 4YenoBeKa:. YPOBHM
OpraHusauMm m metoabl
nccnenoBaHnAa. CTpYKTYpPHO-
bYHKUMOHANbHblE OCOBEHHOCTH
XPOMOCOM 4YenoBekKa. KapTbl
XPOMOCOM YenoBekKa.



NMnaH nekuumn:

1. MUTOXOHAPWMANbHbLIM FTEHOM YEe/10BEKA
(MUTOXOHAPMANIbHBIE TEHDI,
MUTOXOHAPUAJIbHbIN TEHETUYECKUIN KOoA,)

2. CTPYKTYPHO-PYHKUMOHANbHAA OpraHn3auma
A€PHOro reHoMa 4YenoBeKa (reHbl 1
reHonoobHble NOCNEeA0BATE/IbHOCTMH,
BHereHHaa AHK).

3. CTpYKTYpPHO-OYHKUMOHAaNbHble 0CODEHHOCTH
XPOMOCOM YenoBeKa. KapTbl Xpomocom
yenoBekKa.
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memMipana
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MA'L[THERT
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Knetky okpyxaer
KNETOUHAR
membpana

B CcrypenncroR ynronnaime
COAEPXATCR Opranenns

AApPO - uewnrp
YNPABARHMA KNCTKH

Muroxougpuu obecneyn-
BAIOT KNETKY IHepruen

B pubocomax Ha NOBEPXHOCTH
IHAONNAIMATHYECKON CeTH
uaer cunres benxa

IHAONNAIMATHYECKAR CETH OCYULe-
CTBARET TPAHCNOPT BEWeCcTs



[eHOM yenoBeKa, PaBHO TaK¥e Kak U reHom ntoboro
pYroro BuAa XMBOTHbIX, COCTOUT U3 ABYX TEHOMOB —

* CNOXHOTro AgepHoro reHoma

* MeHee CQ1I0XKHO OPraHn3o0BaHHOrO reHoma
MUTOXOHAPUMN.

AnepHbIN TEHOM YeNloBEKa COAEPHKMUT OTPOMHbIN 06BbEM
reHeTu4yeckon nHpopmaumm — okoso 3000 merabas (M6), —
4acCTb U3 KOTOPOW KOANPYET NEPBUUYHYIO CTPYKTYpPY 6enKos,
CUHTE3MPYEeMbIX Ha CBODOAHbIX LUTOMN/Ia3MaTUYECKUX UK
MemMbpaHOCBA3aHHbIX pnbocomax.

MWUTOXOHAPWANIbHLIM TEHOM UMEET OTHOCUTE/IbHO
HebonbloOM pa3mep — okono 16,6 Knnobas (K6), — u
KOAMPYET BCE MUTOXOHApPUanbHblie pubocomanbHbie m
TpaHcnopTHble PHK, a TaK ke yacTb 6enKoB, KoTopble
Heobxoaumbl aNnAa HOPMaNbHOITO PYHKUNOHUPOBAHUA
MUTOXOHAPUMN.



I'enom
qJeJJ0BeKAa

Aneprbin MuToxoHIpHAIbHBIH
reHoM reHoM

I'eABl H reHONOX00HBIE Brereanas I ennr I eHnI I'enn1, koam-
HoCIeJ0BATE.IbHOCTH JHK pPHK TPHK pYVHIOILIHE DeIRH

YHERAJIbHBIE H YMepeHHO- H BBICOKO-
Konmpyro- Hexoxmpyro- HH3KONOBTOPSIO- NOBTOPSHIIHECH HO-
man JJTHK mana THK IMHecH NOCJTIeqoBa- CJIeJ0BATEILHOCTH

TeasaocTH JJHEK JHK

¥Yceuennnie [l PparMeBTHI
IlceBgorennl
TeHbl reHoB

TasgeMHO NOBTOPHIOIIHECH JIncneprapoBaHHble mOCae-
nocaegopateasHocTH JHEK posaTeasHOoCcTH JHK

Puc. 1. Opragnsannd reHoMa I€I0BEKA.



MnTOXOHAPUNANbHbBIN TEHOM YeN0BEKa

MuTtoxoHapuanbHaa JHK yenoBeKa 3TO KonbLeBaAa AByXLeno4vye4yHasn
monekyna pasmepom 16569 nap ocHoOBaHUM.

B monekyne AHK mutoxoHapuin pasnnyatoT TaxKenyro H-uenb U Nerkyto
L-uenb. O6e 371 uenu Ha 44% oboraweHsb! I u L, (B H-uenu
npeobnapaet I, B L-uenun — ).

Kpome Toro, Ha 0 AHOM y4YacTKe K ABYyXLUEeno4Ye4yHOM KONbLLEBOM
MOIeKyie MUTOXoHAPManbHoM AHK KomnaemeHTapHO npmMcoeanHeH
Hebonbwon pparmeHT AHK pasamepom 7S (Tak Ha3biBaemaa D-netns),
bnharogapa 4emy OHa CTAaHOBUTbLCA TPEXL,ENOYEUYHOM.

B ntobon aapocoaeprKallen KneTke 4YeNoBeKa MMEKOTCA TbICAYU KONUi
MmoneKkyn mutoxoHgpuanobHou AAHK. B cBA3M C 3TUM, HE CMOTPA Ha TO,
4YTO o4HA MosieKya mutoxoHapuanobHon AHK npumepHo 8 8000 pa3
nerye [HK ntoboi cpegHen xpomocombl A4pa, B CyMme BCA
mutoxoHapuanbHasa AHK 3aHnmaeT npumepHo 0,5% ot obuiero
KonmnyectBa [IHK agpocoaeprKallem comaTu4eckon KNeTku.



MunTOXOHAPUNANbHBIN TEHOM YeNOBEKa

MutoxoHapuasibHble reHbl

* [lepBUYHAA CTPYKTYPa MUTOXOHAPUanbHOU [IHK
4yesiloBeKa bbl/1a NOSIHOCTbIO onpeaeneHa B 1981
roay 6narogapa pabortam rpynnbl
nccnenoBaTenen noa pyKkosoactsom AHAEPCOHA
C., a NOBTOpPHOE ceKBeHUpoBaHue bbino
ocywecTtsneHo 8 2001 r.

* B otanuune ot aaepHon HK B
MmnToxoHapuanoHoun 1IHK obe uenu asnatorca
CMbICNOBbIMU M coaepKaT 37 reHOB: 28 reHOB
IOKann3osaHo B H-uenun n 9 reHos — B L-uenwu
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H-uenb mTAHK Kogupyer:

e 2 pPHK (165 1 23S),

14 TPHK,

* 6 cybbegnHuy HAIH-nernaporeHasbl (cybveanumubl 1-4, 4L n 5),

* 3 cybbeanHULbl LUTOXPOM C-OKMAaasbl (cydbbeanHuubl 1-3),
 cybbeamHunupbl 6 n 8 ATP-a3HOro KOMnNaeKca

* cybbeanHuLy YOUXMHOH-UUTOXPOM C-peayKTasbl (umMToxpoma b).

L-uenb coaep>XuUT reHbl:

e 8TPHK

e 1 6enok-KoaupyroLwm reH — reH cybveanHmubl 6 HAAH-gernaporeHassi.

Taknm ob6pasom, B MUTOXOHAPWUA/IBHOM reHoOMe nmeeTtcss MHdopmauma o 2
pPHK, BXxoaaLwmnx B COCTaB MUTOXOHAPMANbHbIX prbocom, 22 TPHK,
NPUHUMAOLWMNX y4acTme B BMoCUHTE3e 6e/IKOB Ha MUTOXOHAPUANbHbIX
pubocomax, n 13 cTpyKTYpPHbIX 6esiKkax, KOTOpPblE BXOAAT B COCTAB YeTbipex (M3
NATU) AblXaTeNbHbIX KOMMNJIEKCOB. Bce ocTanbHble 6enkn, Heobxoanmble ana
HOPManbHOM PaboTbl MUTOXOHAPUN, KOAUPYIOTCA AAEPHBIMU FTeHaMU U
CUHTE3UPYIOTCA Ha UUTONNa3maTuyecknx pubocomax.

B cBA3U C 3TUM (IJVHKLI,VIOHVIpOBaHVIe MUTOXOHAPUN NPOUCXOAUT NPU
NOCTOAHHOM AUanore mexay ee reHomom Mu reHoOMmomM agpa.



MUTOXOHAPUANbHBIA TEHOM Ye/10BEKa

OTanumnTenbHble 0ocobeHHOoCTH:

KOMNAaKTHOCTb. MpumepHo 93% mTOHK aBnaetca Kogmpytowen, 4To obecneymBaeT o4eHb BbICOKYIO
NAOTHOCTb FreHOB. Bce Kogunpyowme NnocnenosBaTe/IbHOCTU PACNONOXKEHbI NPAMO APYr 33 4PYrom U
pasaeneHbl INWb HECKONIbKUMUM HEKOAMPYIOLWMMMN HYKAeoTUAaMN. [1Ba reHa, KogMpyoLmnx
cybbeanHuubl 6 n 8 ATP-a3HOro KOMNAEKca, NepPeKpPbIBAOTCA.

MHTPOHbI OTCYTCTBYHOT

NopAA0K PAacnoNoXeHUA reHoB. Bcnea 3a KogmnpyroLwen nocaenoBaTeIbHOCTbIO NOYTU BCerga
HaxoguTtca reH TPHK. Hanpumep, B TAXKenon uenu reHbl nayT B cneayrowem nopsgke: TPHK
deHnnanaHuHa — reH 16S pPHK — TPHK BanunHa — reH 23S pPHK — TPHK neiunHa — reH cybbeanHuubl
1 HAQH-gernaporeHasbl n 1. 4.

MONHOCTBbIO HEKOAMPYIOWEN B MUTOXOHAPUANBHOM reHome asadaertca Tonbko AHK D-netaw.

D-netns — ato Hebonbwon pparmeHT AHK , KOTOpbIN KOMNAEMEHTAPHO cnapeH ¢ H-uenbio. B
dyHKUMOHaNnbHOM oTHoweHun AHK D-netha obecneuynBaeT MHMLMALUIO PENAUKALUN U TPAHCKPUNLUUK
MWUTOXOHAPWANIbHOIO reHoma.

N npu penankauum n npu TpaHckpunummn mtTAHK nepBoi HauMHaeT penauuMpoBaTbCA TAXKeNan uenb.
MHnumnaumna nponcxogmt B obnactm D-netnmn, a cuHTe3 godepHen H-uenu naet no L-uenm Kak matpuue.
CuHTe3 L-uenn naet B Hanpas/ieHMN, 06paTHOM CUHTE3Y goYepHen H-uenun, npyn 3Tom MmaTpuuen
ABNAGTCA UCXOAHAA TAXKeNan uenb.

B oTAnume oT AAepPHbIX reHOB, KOTOPbIE CYUTLIBAIOTCA HE3aBUMCMMO APYr OT Apyra, MHbopmaLmsa ¢
MWTOXOHAPWNANbHbIX FTEHOB MePenncbiBaeTca Ha eanHbIN MY/IbTUTEHHbIN TPaHCKPUNT. B
nocneaytowem 3pesnble monekynbl PHK nonyyaroTcs nytem paspesaHus 3TOro My/iTUFreHHOro
TPaHCKpUNTa.




MunTOXOHAPUANbHBIN TEHOM YEeNO0BEKaA

e MWUWTOXOHAPUANbHBIN FTEHEeTUYECKMUM KO OTANYAETCH OT
A0EPHOTO0.

[MepBaA Takasa ocobeHHOCTb bblia obHapyxKeHa B 1979 roay. Tak,
B MUTOXOHAPUAX YenoBeKa KogoH AYA-MeTUOHUH, BMeCTO
n3osenumHa B ctaHaapTHom Koge. KogoHol ATA n AIT, B
CTaHAAPTHOM KoAe Koaupyrowme aprmHmnH, ABAAOTCA CTON-
KoaoHamu, a KoaoH YIA, B CTaHAapTHOM KoAe ABAAOLLMNCA
CTON-KOAOHOM, KogupyeTt TpuntodaH.

* HEeCKO/IbKO MUTOXOHAPWA/IbHbIX TeHOB HEe MMEeIOT CToN-
KOAOHOB, TEPMUHUPYOLWMIN KoaoH YAA BCcTaBnAeTcA B
cooTBeTcTBYOWYO PHK TONbKO Ha 3Tane cnaancuHra.

 [lna unmtonnasmatnyeckmnx pubocom HeobxoaAMMO He MeHee
32 pa3nnyHbix TPHK, yTOobbI pacno3HaTb BCE CMbICNOBbIE
KogoHbl (61). Ina MUTOXOHAPUANIbHLIX pMO6OCOM AOCTAaTOYHO
22 TPHK ana pacnosHasaHuA 60 kogoHoB. OcTaBLlumneca
yeTblpe KoaoHa (YAT, YAA, ATA n AlT) He moryT bbITb
pacno3HaHbl TPHK 1 GYHKUMOHUPYIOT KaK CTOMN-KOAOHbI.




MuToxoHapuanbHbit reHom (M-xpomocoma)

e ADPD - bonesHb Anburenmepa/6onesHb
[TapKMHCOHa

 DEAF - HenpoceHcopHaa notepsa cayxa

* LHON - HacneacrtseHHasd
HenpoodTanbmonaTtua Jlebepa n AUCToHUA

* MELAS - MutoxoHapuasbHaa mmonaTua,
3HUedanonaTus,

 MERRF - MMoKnoHanbHaa anuaencma s
COYEeTaHUN C HEOObIYHO KPACHbIMM
MblLWEeYHbIMUN BOJIOKHaAMM

snl fond.ru

 NARP - HerponaTtua, atakcma u
MUIMEHTHbIN PETUHUT

* PEM - JleTanbHaa nporpeccupyroLlasn
3HUedasommnonaTus




CTPYKTYPHO-PYHKLMOHANbHAA OpraHn3aLus
A€ PHOro reHoma

OHK apepHoOro reHoma cocrasafaet npumepHo 99% ot Bcero Koamyecrsa
KnetouyHou OHK. B kaxkaon agunnonaHoOM comaTUYEeCKoW KNeTKe YenoBeKa ¢ 46
XPOMOCOMaMM coaepKuntca okono 6 nr 1HK, a obwaa anmHa ranionaHoro
Habopa 13 23 XpOMOCOM COCTaBAAET NO pa3HbIM oLeHKam oT 3,2 x 10° go 3,5 x
10° nap HyKNeoTuaos.

B cpeaHem Ha oaHY Xpomocomy npuxoamntca npumepHo 130 M6 IHK, Ho B
npeaenax KapmoTtuna 3Ta BeainymHa konebnetca ot 55 M6 (21-a napa
Xpomocom) ao 250 M6 (1-1 napa xpomocom).

B aape KaxXaom COMaTUYECKOM KIETKU YeNoBeKa coaepKutca 23 napbl
XPOMOCOM: Ha KaXKAyt XPOMOCOMY NpUXoanTcA No ogHon monekyne AHK.
OnnHa Bcex 46 monekyn JHK B ogHOM KNeTke YenoBeKa paBHA NOYTU 2 M,
KOJINYECTBO HYK/IEOTMAHbIX Nap cocTasasaeT 6,4 mapa. Obwana aamHa JHK Bo
BCEX K/IeTKax Yyenoseyeckoro Tena (nx npumepHo 5x10%3) coctasnaer 101! Km,
4YTO NOYTM B TbICAYY pa3 bonble pacctoaHmA oT 3emaum go ConHua. Yncno reHos
y YesnioBeka Haxoautca B npeaenax ot 30 go 40 Tbicau.

"6eccmbiCieHHbIe" yYACTKM — 3TO 3HAUUTENIbHAA YacTb reHoma 95%
32 TbICAYU reHOoB - 5% reHoma

Mbl 3HAEM MHOTIO€ O CTPYKTYPE U HEMHOroe 0 GyHKUMAX.
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EmccEdHxaiEs EIePERD NEE0E Y2I0Bas.

[[pEEOED. D010ECEELE B

OCHOEY KIM CERERADEE Kaace remos [pmiepes
FVHEIHT Enmacc I lemm, EoTHpyRomH: 3,85-, 135 =
185-pPHE
Emacc II B{2 CETOE-E0IHPVEOOINE IeHEl, Bie
L-PHE (33 mcsnosogennes U6-PHE)
EKnacc IIT Bee TPHE, 35-pPHE. TiL-PHE =E
L6-PHE
MApaETep IECIDe CHE [eEn "zoMammEere B2 el OOR{IEUHEXMIIHE HOP-

BROLTHCTE]

TeanecmeIHome-

(EHE MeSal

MATEEDE HYHETHOHHDOEAHHE IH0G000
THIIA KISTON

D2 reHul, PYHEDECHATRHO AETHEHLNE
TOIEED 5 ONpeJeTsHEEM: THIAYN ETs-
TOE (TE2ESE) H TOMEED Ha ONpeIelsH-
HEM CTAIESL OHTOIEER




[eHOMHaA OpraHN3aumnAa AaepHbIX reHoB
Yye/10BEeKa

*  YacmuuHo nepeKpbiearouwuecs 2eHbl
*  [eHbl BHyMpuU Opy2ux 2eHO8

*  MynbmuzeHHble cemelicmea— 3TO COBOKYMHOCTb HeaN/IeNbHbIX FeHOB, NCEBAOreHOB, YCEeUYEHHbIX
FeHOB W reHHbIX GpParMeHTOB, KOTOPbIE MMEIOT BbICOKYIO CTEMEHb FOMONOTMN MexKay coboi n obulee
3BOJIIOLMOHHOE MPOUCXOXKAEHME.

OpeaHu3zayus pubocomanbHbix 2eHO8 YesnoseKa. Y YyenoBeKka n3BectHo 4 suaa pubocomanbHon PHK: 58,
5,8S, 185 n 28S pPHK. B agepHOM reHome eanHULbI TPAHCKpUNUumM pnbocomanbHon JHK obpasytoT
KNnacTepbl U3 OJMHHbBIX TAHAEMHbIX NOBTOPOB, 10KAa/IM30BaHHbIX B 06/1aCTM A4PbILLKOBOro OpraHM3aTopa
Ha KOPOTKOM MNIeYEe KaxKAoM U3 MNATU aKPOLLEHTPUYECKMX XPOMOCOM YyenoBeKa: 13, 14, 15, 21 n 22. Obuwee
YMCNO TAaKUX KNacTepoB paBHO npumepHo 150-200 KonnAam Ha ranaouaHblI FeHOM.

OpzaaHu3auyusa a- u B-2n06uHo8bIx 2eHo8 Yenoseka. Monekyna remornobuHa yenoBeKka COCTOUT U3 ABYX
nap rMobuHOBLIX Lienen, K KaxKaoM 13 KOTopbIX B cneundpuruyeckom y4yacTke NpucoeanHAeTca MoaeKyna
HebenKoBOWM NpMpoAbl - FeMorpynna, uam rem. Y yenoseka obHapy»KeHo He meHee 8-1 BUAOB
HOPMa/ibHbIX TNMobuHOoBbLIX Mmonekyn (a, B, Ay, Gy, TAy, 6, € n (), KoTopble pasnnyatoTca mexay coboi no
aMWHOKMCNOTHOMY cocTaBy. ObbeanHAACL MONAapPHO, OHM 06pPa3yoT HECKONbKO Gopm remornobuHa,
B3aMMO3aMEHSIOLWMX APYT ApYra BO BPEMS OHTOreHesa.

OpeaHu3zayus 2eHos HLA. TeHbl raBHOIro KOMMJIeKca rmCToCOBMECTUMOCTH YenoseKa (HLA, oT aHr.
human leukocyte antigens) koanpytoT 6enKn Tpex KnaccoB: ABa Knacca (knacc | v knacc Il) aHTureHos
FMCTOCOBMECTUMOCTU M oaMH Knacc (knacc lll) 6enkoBs, y4acTBYOLWMNX B PA3TNYHBIX UMMYHONOFMYECKUX
peaKkumnax.
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Hekoaupytowaa JHK

Hekogunpytowana IHK coctasnaetr 90% ot Bcen
dpakumm reHomHon AAHK agpa, Kotopas
OpraHmM3oBaHa B reHbl U reHONoA00OHbIE CTPYKTYPbI.

OHa npeAacTaB/aieHa:

* ncesgoreHamuy,

* pparmeHTamm reHos,
* yce4yeHHbIMUN reHaMmn n
* UHTPOHaAMM.

[Mo-Bnanmomy, NponUCXoxKJeHne HeEKOANPYOLLEN
NHK TecHo cBA3aHO ¢ npoueccamm obpa3oBaHmUA
MYNbTU- N CyNepreHHbIX CEMEUCTB.



lNceBporeH — 310 nocneposatenbHocTb AHK, KoTOpan
obnagaeT BbICOKOU CTENEHbIO FOMOJIOTUMU C
HOPMa/ZibHbIM Heanne/NbHbIM FreHOM, HO cama no cebe
OYHKUMOHANbHO He aKTUBHA. K HacToALLLeMY MOMEHTY
OTKPbITO U

N3y4yeHO HECKO/IbKO K/1aCCOB NncesaoreHos:

* He3Kcnpeccupyrowmeca HenpoLeccupoBaHHbIE,

* J3KCnpeccupyrowmeca HenpoLeccnpoBaHHble,

* He3Kcnpeccupyrolmeca npoueccmpoBaHHble U

* 3KCnpeccupytoLmecH
NpPOLUECCUPOBAHHbIE NCEBAOTEHDI. |
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dparmeHTbl reHoB

[eHHbIN dparMeHT — 3TO O4EeHb MaJIeHbKUM
cermeHT PYHKUMOHANbHOro reHa, He CBA3aHHbIN
HW ¢ 5'-nnpaepHon, HM ¢ 3'-TpennepHoun
06/1aCTbO TPAHCKPUNUMOHHOW eaAnHULUbI. Yaule
BCEro TaKoW JIOKYC COOTBETCTBYET M paBeH
KaKOMy-HNOyab OAHOMY 3K30HY
MHOr0O3K30HHOro HOPpMaNbHOrIO reHa. Tak e
KaK N YCEeYEHHbIe reHbl, reHHble PParmMmeHTbl
4aCTO BCTPEYalOTCA B COCTaBe CLENNEHHbIX
MYNbTUTE€HHbIX CEMENCTB.



YceyeHHble reHbl

CeKBeHC-aHa/In3 A4epHOro reHOMa YenoBeKa
NOKa3a/, YTO PEMMOHbI XPOMOCOM,
COOTBETCTBYIOLWME CUENIEHHbIM MYbTUTEHHbIM
cemencTBam, 4acTo coaepKaTt HebonbLuue
nocnenoBaTesibHOCTU, TOMONOTUYHbIE NN

naeHTnYHble 5'- nam 3'-KoHuam
GYHKUMOHANbHbIX reHOB. TaKMe KOpoTKue
HYK/1eOTUAHble NOC/1eA0BaTe/IbHOCTM DbiNun
Ha3BaHbl yCEYEHHbIMU reHaMM.



UHTPOH — Hekoampyrouwmin dparmeHT IHK, KOTOPbIN pa3aensieT ABa coOceaHUX 3K30Ha. Bo
BpeMA KCNPeccum reHa MHTPOHbI, NOA0OHO 3K30HaAM, TPAaHCKpubupytotca B PHK, Ho B

nanbHeuwem yaanaroTca Npu CNAanCuHre aTom MoJsIeKybl.

Y yenoBekKa U3BECTHO /INLLb HEMHOIO FeHOB, KOTOpble nmweHbl UHTPOHOB:

MUTOXOHAPWAJ/IbHbIE Ir'EHbI

HECKO/IbKO rpynn AAepHbIX FTEHOB: reHbl FTMCTOHOB, reHbl manbiX PHK, reHbl

rOPMOHa/IbHbIX PeLenTopoB, NPOLLEECCUPOBAHHbIE KOMUU MHTPOHCOAEPHALLNX reHOB.

B 60/1bLUIMHCTBE e CBOEM reHbl Ye/0BeKa MMET MO3auYHYI0 CTPYKTYPY, T. €. COCTOAT
N3 3K30HOB N MHTPOHOB. Mpryem 13 4-x U3BECTHbIX rPYNNn NHTPOHOB B reHax Ye/I0BeKa
o6Hapy)XeHa TONIbKO 04HaA — CN/IaCUMHIOCOMHDbIE (K1acCUuuecKue) MHTPOHDI.

O6wan g/AMHA MHTPOHOB reHa 06bIYHO NPEeBbIWAET CYMMAPHYIO AJIMHY €ro 3K30HOB B
2-10 n 6onblUEee KOMYECTBO pas.

MHTPOHDI pacnonaraloTca B e4UHULAX TPAHCKPUNLUUK He Cyd4aidHbiMm obpasom. B
reHax TPHK OHM IOKaNn3yIOTCA BCerga B O4HOM U TOM e mecTe: Yyepes O4uH
HyK/1eoTna oT 3'-KoHUa aHTUKOAOHA. B 6enoK-Koanpyowmx XKe reHax MHTPOHbI Yalle
BCEro Haxo4ATCcA Mexay cermeHTamm, KOTopble KOAUPYIOT OTAe/IbHble CTPYKTYPHble
nnn GyHKLUMOHANbHbIE AOMEHbI benKa.

Hanbonee xapakTepHOM OTINUYNTENBHOM YEPTOM BCEX MHTPOHOB ABNAETCA HaINUME
KOHCepBaTUBHbIX NocaeaoBaTenbHocTen B6au3u nx 5'- (nesoi, nam aoHopHon) u 3'
(npaBon, UM aKLLENTOPHOWM) KOHLLOB (T. €. Ha CTblIKaX MHTPOHOB N 3K30HOB, U/ B
canTax cnaamcuHra).
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I'enom
qJeJJ0BeKAa

Aneprbin MuToxoHIpHAIbHBIH
reHoM reHoM

I'eABl H reHONOX00HBIE Brereanas I ennr I eHnI I'enn1, koam-
HoCIeJ0BATE.IbHOCTH JHK pPHK TPHK pYVHIOILIHE DeIRH

YHERAJIbHBIE H YMepeHHO- H BBICOKO-
Konmpyro- Hexoxmpyro- HH3KONOBTOPSIO- NOBTOPSHIIHECH HO-
man JJTHK mana THK IMHecH NOCJTIeqoBa- CJIeJ0BATEILHOCTH

TeasaocTH JJHEK JHK

¥Yceuennnie [l PparMeBTHI
IlceBgorennl
TeHbl reHoB

TasgeMHO NOBTOPHIOIIHECH JIncneprapoBaHHble mOCae-
nocaegopateasHocTH JHEK posaTeasHOoCcTH JHK

Puc. 1. Opragnsannd reHoMa I€I0BEKA.



BHereHHaa 1HK

BHereHHyto AIHK, Ha aonto Kotopon npuxoantbcsa npumepHo 70% ot
Bcero Konnvectea AHK agepHoro reHoma 4yenoseka, NPUHATO A€NNUTb Ha

nocnenoBaTe/IbHOCTU:
¥4

* VHUKaNbHbIE, & \7(7‘
Genome \’(\ ‘fh Q

* HU3KO- —-:: -)‘u*‘f*« $* W 2,

* yYMepeHHOo- “/\

* BbICOKOMNOBTOpPAKOLWMECA . — —
/—”/ e ——

Gene * e . =5 Gene
(DyH KLI,M n: Intergenic region

* y4yacTue B perynaumm sKCnpeccmm reHos,
* yyactue B npoueccunHre PHK,

* CTPYKTYpPHaa PyHKUMS,

* MOBbIWEHME TOYHOCTM TOMOIOTMYHOIO CNAapPUBaHMNA U peKoMbuHaLuuK,
ycnewHoun penamkauum AHK,

* HOCMUTE/Ib NPUHUMMNNANBHO MHOIO FEHETUYECKOro KoAa C HEM3BECTHOM
byHKUMen.



-EI'PHEP'EE:EID- H HEICOKOTIOB TOPEHIITECH MOCIeJO0BITEMEROCTH AOSpEMD NEOMA TeTiEeEd.

FEmacc Ilomemace CeMeRcTEO
Tagnemso mosTopsso- Carenmermas [JHE Carenner I
OmEeCs OOCTSI0sa- Carenner II
TemsEocTE [THE Carenner III
Ansda-caTenmmTEas (anmsdomo-
maq) JHE
beta-caTenmrreas JJHE
Memmcatenmereas JHE = [emepeapmabersEas  wMEmmca-
TenmeTHEas JHE
TetoMepzas MEENCATEITHTHAL
JHK
Mepocarentemeas JJHE
JAHCTIEpTHPOEAEED OO0- GLVES Alu-moETopE:
BETOpSomEecs mocme- LINE: LINE-1 (L1, Kpmn)

IOBIATENEEOCTE LK

Jpyrae

MFER, THE-1, HERF'RTLV




CTPYKTYPHO-PYHKLMOHANbHble 0COOEHHOCTH
XPOMOCOM Ye0BeKa

[10 1956 r. cunTanochb, YTO KAapUOTUN YenoseKa (2n) cocTtouT us 48 xpomocom.

OAHaKo Nocne ycoBepLIEHCTBOBAHMA LUTONOTMYECKOM TexHUKn [. Tumno n A.
JInBaH BbIACHU/IN, YTO B HOPME B COMATUYECKUX KNETKaxX MYXKUYUHbI UMEOTCA 22
NapHble ayTOCOMbI U OZHA Napa reTepoMopPHbIX NON0BbIX XpOoMocom — X n Y, T.
e. Bcero 2n = 46.

Mpy 06paboTKe KNETOK C LENbI0 U3YYEHUA XPOMOCOM NPUMEHSAIOT KONXULMUH,
KOTOPbIV TOPMO3UT cTaguio aHadasbl, B pe3ysibTaTe Yero goyepHue
XPOMOCOMbI HE PACXOAATCA K NOAKCam U UmetoT Bua, X-ob6pasHbix ¢puryp. s
TOro, 4tTobbl, M36eXKaTb CKYyYeHHOCTN B MeTadase, XPOMOCOMbI 0 pUKcaLMm
KNeTKM NpeaBapuUTenbHO BblAEPHKMBAIOT B TMNOTOHNYECKOM
b13n0NI0rMYEeCcKOM pacTBoOpeE, B pe3y/ibTaTe Yero KNeTku pa3byxatoT u
XPOMOCOMbI B MeTadase paccpeaoToumBatoTcs. MIsyyeHrne XpoMmocom
NPOBOAAT Ha AABJ/IEHHbIX NpenapaTax.

Haunbonee ynobHbiMm 06 bEKTOM ANA N3yYEeHUA XPOMOCOM YeN0BEeKa
ABNAETCA KYNbTypa PAa3MHOKAIOLWMUXCA KIETOK KOCTHOFO MO3ra,
nepudeprnuecKkon KPoBU UNN KOXKM.

Bce 22 napbl rOMOJIOrMYHbIX XPOMOCOM NOJIYYMAM HOMEPA U pacnpeaeneHbl
no rpynnam, COOTBETCTBEHHO AJIMHE U PACNONOMKEHUIO LLEHTPOMEPDI, TaKKe
onpeaesieHbl NonoBble XPOMocombl X 1 Y.



Mpynna A (1-3 napbl): KpynHbIE XPOMOCOMbI, OTINYUMbIE
APYr OT Apyra; meTaueHTpuyeckume.

pynna B (4-5): KpynHble XpOMOCOMbI, MaJ1I0 OTANYUMbIE
APYr OoT Apyra; cybmeTtaueHTpu4eckme.

- Tpynna C (6-12): xpomocombl CpeaHMNX pa3MepoB, TPYAHO
B ..OTINYMMbIE ApYT OT Apyra; cybmetaueHTpuyeckue. C
XPOMOCOMAMM 3TOW rpynnbl CXogHa X-XPOMOCOMa.

pynna D (13-15): xpomocombl cpeiHUX Pa3MEPOB,
aKpoLeHTpUYecKne, CNyTHUYHbIE.

pynna E (16-18): kKopoTKkne xpomocombl; y 16
LeHTpoMepa NoOYTU B cepeanHe- MeTaueHTpUYeckas, y
17-18 — ueHTpOMEpPbI CMELLEHBI.

pynna F (19-20): menkune, LeHTpoOMepbl NOCEPEeAUNHE;

pynna G (21-22): cambie Ma/ieHbKUE,
19 20 21 22 aKpoueHTpudeckue. 21 nmeet catenIMT Ha KOPOTKOM
nnede. C xpomocomamu rpynnbl G cxogHa Y-xpomocoma.



CTpYKTYpHO-GYHKLMOHAIbHbIE OCOBEHHOCTH

XPOMOCOM HeNoBEKA

feHOm yenoBeKa cekBeHuposanu B 2003 r, T.e. K
nATMAECATUNETHEMY HOOUNEID OTKPbLITUSA ABOMHOW CNUPANU
NHK (1953), a nnaHuposanock K 2005 r.

B 1989 r. n B CLLUA, n B8 CCCP HauynHatoT GYyHKLMUOHNPOBATL
Hay4Hble NPorpammbl NO MONEKYTAPHOMY U3YYEHUIO TeHOMa
4yenoBeKa.

B 1999 r. BoO3HMKNA MeXayHapoaHaa opraHmMsauma no
n3y4yeHuto reHoma yenoseka (HUGO, Human Genome
Project), Buue-npe3naeHToOM KOTOPOMN HECKO/IbKO NeT bbin
akagemukK A.[l. Munp3abekos. 3To 0AUH U3 cambliX
AepP3HOBEHHbIX, AOPOroCTOALMUX U NOTEHUMNANbHO BaXXHbIX
NPoeKToB B Uuctopuun umsunmnsaumun. Ecam s 1990 r. Ha Hero
6bi210 NOTPaYeHO oKono 60 MAH A0NNapPOB B LE/IOM, TO B
1998 r. ogHo TONbKO Npasutennsctso CLLUA nspacxogosano
253 mnH gonnapoBs, a YaCcTHbie KOMNAHUK — U TOro bonblue.



CTPYKTYPHO-PYHKLMOHANbHbIE OCOOEHHOCTH
XPOMOCOM YE/I0BEKA

B 1989 r 8 CCCP no pelweHunto npaBuTenbCTBa bb1210 OTKPbITO PUHAHCUPOBAHUE
n opraHusoBaH HayuHbiit coBeT no nporpamme "feHom yenoseka" nop,
pyKkosoacteom A.A. baesa.

fonoBHOe yypexxageHune nporpammsbl - UHCTUTYT moneKkynapHou buonornm um.
B.A. dHrenbrapgra PAH. B Poccum no npoekty pabotaet okono 100 rpynn. Bce
XPOMOCOMbI YeNOBeKa NogeneHbl Mexay CTpaHaMU-y4acTHULAMu, n Poccmmn anq
nccnegosaHuAa goctanunco 3-, 13- n 19-a xpomocomel.

Poccuinckaa nporpamma passmBaaach No pagy HanpasieHUN: MegULUHCKanRA
reHoMmuKka, PyHKUMOHANbHAA reHOMUKa n buonHpopmartuka.

Cenyac B 6a3ax AaHHbIX HAXOAUTCA HECKOJIbKO MUNINAPA0B HYKNEOTUAHbIX Nap
4e/I0BEeYEeCKOro reHoma U reHOMOB APYrUx XXMBbIX OPraHU3mMoB. B aTom mope
MHOPMALIMK ELLLE HYXKHO pa30bpaTbcs, ONncaTb, MOHATb, YTO CEAYET 33 YEM,
rae Ha4yano reHa, rae ero KoHeu, rae perynATopHble y4acTkU. He onpegenunts, a
npeackasaTb. Pacwumndposatb HYKNEOTUAHYIO NOCNEA0BaTENIbHOCTb - 3TO BCE
PaBHO, YTO YUUTATb KHUTY, MPOCTO NPOM3HOCA Ha3BaHUA ByKs noapag. Hanutu
reH, 3HaYUT NOHATb, KaK BYKBbI CKNaAblBalOTCA B €10Ba. BepoATHOCTL
NnpPaBuJbHOrO NpeacKkasaHnA cerogHAa aocturaet 85%.



CTPpYKTYPHO-PYHKLMOHANbHbIE OCOOEHHOCTH
XPOMOCOM YEe/I0BEKA

KoopauHauuoHHbin ueHTp HUGO Haxoamtca B amepuKaHCKoM ropoae betecaa,
HeaaNneKo OT BalWWMHITOHA, U OTHOCUTCA K CUCTEME HAaLMOHA/IbHbIX MHCTUTYTOB
3popoBbsa (National Institutes of Health). LleHTp KoopauHupoBan HayuHylO
paboty B wecTtn ctpaHax - lepmaHum, AHrnn, ®paHummn, AnoHnn, Kutae n
CLUA.

Ho HauuoHanbHble NPOrpaMmmbl NO FEeHOMUKe ceroaHa nmetrot bonee 20 cTpaH
(20 nabopaTopwmit), a uneHamm HUGO asndatotca npeactasutenmn bonee 50 ctpaH.
Cenuac Poccuio B Hem npepgcrasaset npodeccop H. K. AHKoBCKUM.

Ba*XHO NnoAYepKHYTb, YTO C CAMOro Ha4vana
PaboT N0 reHOMHOMY NPOEKTY MUP
Aorosopuaca o6 oOTKPbITOCTU, AOCTYNHOCTU
BCEN Noay4yaemomn nHbopmauum ana ero
YYaCTHMKOB HE3aBMCMMO OT UX BKNaaa u
rocyaapcTBEHHOW NPUHAANEKHOCTM.
Cenyac cyLecTBYOT AeCATKN MOLLHbIX 6a3
NAHHbIX, B KOTOPbIX aKKYMYy/IMPOBaHa
rMraHTCKana MHPOPMaLMA O CTPYKTYpPE He

HUAKONAW SHKOBCKUM © ' -
PR BT AV ISP L EETIIERR TOJ/IbKO reHOMa YenoBeKa, HO U TeHOMOB

MHOTUX APYrUX OpraHM3mMosB.



CTPYKTYPHO-PYHKLUMOHANbHbIE OCOOEHHOCTH
XPOMOCOM Ye/I0BEeKa

Ewe oanH acnekT, KoTopblh 0cobeHHO BypHO pa3BMBaETCA B
MHOTOHaLUMoHaAbHOM Poccmnm — 310 onpeaeneHme reHoma pPasHbiX
HapoOAHOCTEMN.

OKa3bIBaeTCA, YTO FEHOM Y pa3HbIX HAPOAHOCTEMN Cerka
pa3nnyaetca. MoxHo B [IHK BbliaennTb onpegeneHHbin "pUcyHok"
HyK/1eoTnaoB (ocoboe pacnonoxeHue), KOTopbIn ByaeT roBopuUTb O
TOM, YTO 3TOT YesioBeK - BalIKKUp, a 3TOT - TaTapuH. FeHOMBbI
npeacraBuTeNnen pPasHbIX STHUYECKUX rpynn He UAEHTUYHDI, HO
PA3NMYNA MeXay HUMN Ype3BblYaMHO HE3HAUYUTENbHbI, XOTA U
abCcoNOTHO AOCTOBEPHbI, U MOSTOMY BO3MOXKHO CPaBHMBATb
pPa3Hble 3STHUYECKME rpynnbl.

CnaBsiHe 6/1M3KKM N0 maTepuHCKOM AnHUM (MTAHK) K Hawmm
3anagHbIM coceaaM: Hemuam, YrpodUHHaM.



CTPYKTYPHO-GYHKLUMOHANbHAA OpraHu3auma aaepHoro
reHoMa YenoBeKa

CTpyKTypa reHoma yenoBekKa (nNo gaHHbIM ceKBeHupoBaHuA Ha 2001 r.)
MeayHapoaHbli KoHcopuuym onpeaenmn 31 780 6enok-Kogmpyowmx reHos, a pupma Llenepa leHomumKe
obHapyxunna 39 114 Takunx reHos.

MoKa3aHo, UTO TUNUYHDbIN FeH Ye/I0BeKa COCTOUT NnpumepHo 13 28000 H.n. n umeeT 8 3K30HOB, ero
Kogupylowaa nocnegosatenbHocTb 1340 H.n., 3TOT reH koaupyeT 447 aMUHOKUCANOT.

Cambim 601bLIMM reHOM, HAUAEHHbIM B reHOME YeI0BeKa, ABNAETCA reH MbllevyHoro 6enka
AuctpodpuHa (2,4 @ 10° H. n.). PUbPUANAPHBIN 6ENOK TUTUH, OTBETCTBEHHbIN 338 NACCUBHYHO 31aCTUYHOCTb
CKeneTHbIX MbiwL, coctonT U3 27 000 aMMHOKUCIOTHbBIX OCTAaTKOB. Ero reH coaeput 234 sk3oHa. 3710
Hanbonbllee KONIMYECTBO SK30HOB, NOKa HalgeHHOe B HeN0K-KOANPYIOLWMX FeHaxX Ye/I0BeKa.

CTpyKTypa 1 opraH13aumna reHOB Ye/I0BEKA MHOTO C/IOXHEee, YeM CTPYKTypa reHoB ApYrnx sykapuot. OyeHb
4acTo OHM NpepbiBatoTCA 6ONbWMMKN MHTPOHAMK, 35 % reHOB YeNOBEKA MOTYT CYUTbIBATLCA C Pa3HbIX
pamok, a 40 % PHK noaBepratoTca anbTepHaTUBHOMY CNAUCUHTY. Takmm obpa3om, ogHa
nocnepoBatenbHoctb AHK moxeTt koguposatb 6onee ogHoro suaa mPHK.

Mo cpaBHEHMUIO C FEHOMAMM APYTMX 3YKAapMOTUYECKMX OPraHM3MOB Y YenoBeKa 6onbluee pacnpocTpaHeHue
NONIYYUNIU TeHDI, yYacTByloLWMe B obecneyeHUn MUMMYHHOM 3aLUTbl; B Pa3BUTUU HEPBHOU CUCTEMDI
(HenpoTpodmueckune pakTopbl, PaKTOPbI POCTA HEPBOB), CUTHAIbHbIX MOMIEKY/l, MUE/IMHOBbIX 6eN1KOoB,
NOTeHUUaN-yNPaBAAEeMbIX MOHHbIX KAHA/I0B U CUHANTUYECKUX peLenTOpPHbIX 6eN1KoB; B NOCTPOEHUHU
LUTOCKeNIeTa U ABUXKEeHUN Be3UKY/, obecneuyeHnn BHYTPU- U MEXKKNETOUYHOWU CUTHaAnu3aLuum,
noaaep:XxaHum romeocrasa.

Y yenoBeKa 3HaYnUTE/IbHO HoNblLEE KONMYECTBO reHOB Y4aCTBYET B TPAHCKPUNUUK U TpaHcaaumu. M3 2000
Takux reHoB 900 OTHOCATCA K CEMENCTBY BENKOB, CoAepKaLLUX «LLMHKOBbIE NabLibl».

B uenom Ha A0A10 reHOoB, KoaupylLWwmx 6enku, npuxogurca 2 % reHoma; Ha obnactu, Kogupytowmue PHK,
— 0Kono 20% reHoOMa, NOBTOPAIOLWMECA NOC/Ie0BaTeNIbHOCTU 3aHUMAIOT 6onee 50 % reHoma, npuyem
3HauuTenbHaA YacTtb 3Ton [ HK Bo3HMKAA 3a cueT 0bpaTHOM TpaHckpunuun PHK.



RapTbl XpOMOCOM YenioBeKa

leHeTUYeCKMne KapTbl XPOMOCOM — 3TO CXEMa B3aMMHOIO PacroioKeHUs U
OTHOCUTENbHbIX PACCTOAHUN MEXKAY reHaMM onpeaeneHHbIX XPOMOCOM, HaxoAAaLWMXCA
B OAHOW rpynne cuenaeHus.

Bnepsblie B 1913 — 1915 rogax Ha BO3MOXXHOCTb NOCTPOEHUA reHEeTUYECKUX KapT
XPOMOCOM YKa3biBatoT T. MopraH u ero cotpyaHuku. OHM 3KCNepPMMEHTaIbHO
NOKa3aaun, YTO OCHOBbIBAACH HA AB/IEHUAX CLENJIEHMNA TEHOB U KPOCCMHIOBEPA MOXKHO
NOCTPOUTb FEHETUYECKME KaPTbl XPOMOCOM . BO3MOXHOCTb KapTMPOBAHMA OCHOBAHaA
Ha NOCTOAHCTBE MNPOLEHTA KPOCCUHIOBEPA MeXAy onpeaeneHHbIMU FeHaMN.
[eHeTMYeCKMe KapTbl XPOMOCOM COCTABAEHbI ANA MHOTMX BUAOB OPraHU3MOoB:
HaceKomblIX (Apo3odurna, Komap, TapakaH 1 ap.), rpmbos (AporKKK, acneprunn), ana
HGaKkTepuii N BUPYCOB.

leHeTMUYeCcKUe KapTbl YesoBEeKa MCMOo/b3yoTCA B MeAULMHe NPy AUArHOCTUKe paaa
TAXKeNbIX Hac/neacTBeHHbIX 3aboneBaHui yenosekKa. B nccnegoBaHUAX
3BOIIOLMOHHOIO NpoLecca CpaBHUBAIOT reHeTUYECKMe KapTbl Pa3HbIX BUAOB KUBbIX
opraHu3moB. MOMMMO reHeTUYECKUX, CYLLLECTBYIOT U APYyrne KapTbl XPOMOCOM.

dusunuyeckan Kaprta — rpadpuyeckoe npeacraBsieHme nopaaKka cnegoBaHna pUsmyeckmnx
mapkepoB (pparmeHToB monekynbl AJHK), pacctosiHne mexay KoTopbiMmu
onpeaensaeTca B Napax HyKNeoTnaos.

PecTpuKUMOHHAA KapTa — BUA GU3NYECKOM KapTbl, Ha KOTOPOW YKa3aH NopAaoK
CNefoBaHMUA N PACCTOAHUA MeXAyY cCanTamu pacwenneHua AHK pectpmkTaszamm
(06bI4HO Y4aCTOK Y3HAaBaAHMA PECTPUKTa3bl 4-6 N.H.). MapKepamu 3TOM KapTbl ABNAIOTCA
PECTPUKLMOHHbIE PpparmeHTbl/caliTbl PeCTPUKLMUN.



http://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD
http://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
http://ru.wikipedia.org/wiki/1913
http://ru.wikipedia.org/wiki/1915_%D0%B3%D0%BE%D0%B4
http://ru.wikipedia.org/wiki/%D0%9C%D0%BE%D1%80%D0%B3%D0%B0%D0%BD,_%D0%A2%D0%BE%D0%BC%D0%B0%D1%81_%D0%A5%D0%B0%D0%BD%D1%82
http://ru.wikipedia.org/wiki/%D0%A1%D1%86%D0%B5%D0%BF%D0%BB%D0%B5%D0%BD%D0%B8%D0%B5_%D0%B3%D0%B5%D0%BD%D0%BE%D0%B2
http://ru.wikipedia.org/wiki/%D0%9A%D1%80%D0%BE%D1%81%D1%81%D0%B8%D0%BD%D0%B3%D0%BE%D0%B2%D0%B5%D1%80
http://ru.wikipedia.org/wiki/%D0%AD%D0%B2%D0%BE%D0%BB%D1%8E%D1%86%D0%B8%D1%8F

RapTUpoBaHUE XpOMOCOM

Onpep,eneHme nonoxxeHnAa AaHHOro reHa Ha KaKon-nmbo Xpomocome
OTHOCUTEJIbHO APYIrmx reHoB.

Ucnonb3yloT TpU OCHOBHbIE FPynMnbl METOA0B KapTUPOBAHUA FEHOB —

* ¢dusnuecKkoe (onpeaeneHme ¢ NOMOLLbI PECTPUKLNOHHbBIX KapT, 3/1EKTPOHHOM
MUKPOCKOMUU N HEKOTOPbIX BAPUAHTOB 3NeKTpodope3a MeKreHHbIX
PACcCTOAHUN — B HYK/IeoTUAaxX),

* reHetuuyeckoe (onpeaeneHune 4actoT PeKOMOUHALUI MeXKay reHamu, B
4aCTHOCTU, B CEMEMHOM aHanuse n ap.) u

* UMUTOreHeTnuyecKkoe (rmbpuamsaumm in situ, nosy4yeHMe MOHOXPOMOCOMHbIX
KNeTo4YHbIX TMbpnaos, AeNeUMoHHbIM MeToa 1 Ap.).

B reHeTMKe YenoBeKa NPUHATbI 4 CTENEHWN HAZEHKHOCTU JIOKAIN3aLMM AJAaHHOTO reHa
— noaTeepXaeHHas (ycTaHoBAeHa B ABYX U bonee He3aBUCUMBbIX 1abopaTopmax
WIN Ha maTepuane AByx N bonee HE3aBUCMMbIX TECT-0OBEKTOB), NpeBapUTe/IbHaAsA
(1 nabopatopua nnm 1 aHannusmMpyemasn cembs), NnpotTmsopeumsas (HecosnaageHme
NAHHbIX Pa3HbIX UccnegoBaTenen), ComHUTenbHas (He yTOYHEHHbIE OKOHYATE/IbHO
AaHHble o4HOW nabopaTopun).

B HacToAwee Bpems BblAENAOT TPM OCHOBHbIX NOAX0Aa K KapTUPOBAHUIO TEHOMOB,
PA3/INYALOLWNXCA BPEMEHEM MOABAEHUA, HEOOXOAMMON meToaMn4YecKkomn 6ason u
CMEKTPOM BO3MOXKHOCTEN: PYHKLUMOHA/IbHbIN, KAHANAATHBIA U NO3ULMOHHbIN



NNOAXOAbI K KAPTHPOBAHITK) TEHOMOB

4 N\

Crparerus “npamMoii reHeTHKH ™ Crparterns “o0paTHOIl reHeTHKH
| dynxkuua rena MO3HUMA HA XPOMOCOMe
MO3HLHA Ha XpoMocoMe GYHKUNA reHa

PYHEUHOHANBHOS KaugngatHoe IMosuuionnoe

KapTHpOBaHIe KAPTHPOBAHHE KApPTHPOBaHIE




*  YHKYUOHANbHLIU NOAXOA

TaKoe KapTUpOBaHME HAaYMHAETCA C BblAENEHUA B YACTOM BUAE BEeNKOBOro NpoayKTa
reHa. [lanee K HeEMy N0 aMMHOKUCNOTHOM NOcaea0BaTeIbHOCTU NogdbupatoT
BbIPOXKAEHHbIE nparmepbl U npoBoaaT MUP-CKPpMHUHT reHoOMHbIX 6ubanoTtek. OaHaKo
CMUCOK FreHOB, ANA KOTOPbIX 3Ta MHPOopMaUmMa Bblna A0CTaTOYHO NOJHOM K
HaCTOALWEMY BPEMEHW NPAKTUYECKU ncYepnaH N BONbLUMHCTBO reHOB, PYHKLUUA
KOTOpPbIX Obl/1a U3BECTHA, Y*KE KNOHMPOBAHbI U NOKAZIM30BaHbI.

* KaHOudamHoe KapTUpPOBaHMUE.

nHpopmauma o GyHKLUMOHANbHOM U3SMEHEHUN HEAOCTAaTOYHO NOJIHA, YTOObI TOYHO
YKa3aTb reH, 04HAKO A0CTaTOYHa AndA Toro, YTobbl BblABUHYTL Honee nnm mexHee
0b60CHOBaHHble NPeAnosIoXKEHMA 0 BO3MOXHbIX KaHAMAATax AMb0 No nx GyHKUMH,
NNBO NO NOMOXKEHUIO HAa XPOMOCOME.

Ba)KHO NoAYEpPKHYTb, YTO U NpU GYHKLMOHAIbHOM, U NPU KaHAMAATHOM noaxoae
K/IOHUPOBAHMUE reHa, Kak NpaBwu/o, NpeALlecTByeT ero TO4HOM JIOKanM3aLuum B
reHome, T.e. KAPTUPOBAHMIO. B pamKax 3TMX NOAX0OA0B NOKA/IN30BaATb reH 03HAYaN0
NPOMTM NYTb OT ero GyHKLUMMU K N0KANN3aLMM Ha Xpomocome (nosmuum). Takon nyTb
MPUHATO CYMTATb BbIPAXKEHMEM CTPATEINMM "MPAMOM FEHETUKN", OH XapaKTepeH U Ans
TPAAULMNOHHbIX METOA0B rEHETUYECKOTO N LUTOFEHETUYECKOrO KapTUPOBaAHMA

 CrpaTterus "obpaTHOM reHeTUKN", NPUMEHUTENBHO K MOUCKY FEHOB, NOy4YMNa
BON/IOWEHNE B MO3UYUOHHOM KapTUPOBaHWM, KOTOPOE nogpasymeBaeT
NIOKaNM3aLumIo reHa npu OTCYTCTBUM BCAKOU GYHKLMNOHANIbHOU MHPOpMaLmum o
Hem .



Xpomocoma 1

lpter-p36,13 BporkaeHHasa KaTtapakTta, Tun ®osbkmaHa
1p36-p35  Henponatua Wapko-Mapu-Tytta 2A
1p36-p34  CuHapom Mentua-Erepca

1 p32 lnyxoTa, ayTOCOMHO-AOMUHAHTHaA 2

1p21-pl3 bBonesHb LTaprapara

1p21-p13.3 CuHapom BaapgeHbypra, Tmn 2B

1pll-qll Kapgnomuonatus, ceMenHan AMNATALMOHHAA C |
aedekTom npoBogmMmocTy, 1

lp ®deoxpomouumToma

1 gq21 MNukHoam3ocTO3

1921-931 [naykoma 1, oTKpbITOYyrosbHas

1921-931 lMnepnapaTMpomamnsm (C Onyxonbto YentocTm)
1931 bynnesHbii anngepmonns 2A

1 931 -g32.1 NUrMmeHTHbIN peTUHUT-12 (ayToCOMHO-
PEeLEeCcCUBHbIN)

1931-q42 bonesHb Anburerimepa-4
1941 bonesHb NynbCHMpyOLWUX MblLLL,
1g42-g43 ApuTmoreHHaa gMcnnasnAa nNPaBoro *Xenyno4vka-2

Xpomocoma 2

AHnpuama -1

lNurmeHTHaA Kcepogepma, rpynna B

CuHpgpom dnepca-LaHnoca

CuHapom BaapaeHbypra, Tun 1

2p23-p22 [nyxoTa, ayTOCOMHO-peLeccnmBHana 9

2p21 Mnaykoma 3, nepBMYHaAsA MHPAHTU/IbHAA

2p21 lononpo3aHuedanua-2, anobapHaa nnm
nonynobapHas

2p11.2 /lnccaHuedanms, reH 2

2q MpeapacnonoKeHHOCTb K MMKOBaKTePUAIbHbIM
MHPEKUMAM

2931 UHCcynnH-3aBUCMMBbIN caxapHblit anabet-7

2931 CuHgaktmamna tuna ll (cMHnonnaaktmamns)

2932 CMHAPOM MOPLLMHUCTON KOXKMU

2937 bpaxuagaktnnama, tun E

2937 CuHapom bpaxmaaktTuamb - ymcTBeHHaa oTCTaNoCTb



Xpomocoma 3 Xpomocoma 4

bonesHb [eHTUHITOHA
CuHppom Bonbda-XupLuxopHa
4p16.3 [nyxoTa, ayTOCOMHO-A0OMMUHAHTHaA 6

MenKkokneTo4yHaAa KapunHOMa Nerkmx

KapumMHomMa KneTok rnevyeHu

OpoTukaumnaypua 4p16 KpaHMocMHOCTO3, TN Agenanaa

HenepeHOCMMOCTb Caxapo3sbl 4p16 CnHapom dnnuca-eaH Kpesenbaa

Bnedpapodpnmos, 06paTHbIN INUKAHT 1 NTO3 4p16-p14 XoHapoamncnnasmna NATHUCTaA
pusomennyeckan

3p26-p22 AHemunAa PaHKOHWK, rpynna KomniemeHTauum B
4p CuHpapom Bonbdppama

4912 MbiweyHaa gnuctpodms 061acT NOACHMLbI U
3p25 TlurmeHTHaA Kcepoaepma, rpynna komnaemeHtaumm C KoHeuHocTel, Tun 2E

3p25.3 CuHpgpom Mannncrepa-Xonna

3p25-p24.2 Cunapom MapdaHa, Tvn li 4925-927 CnHapom yanmHeHHoro QT, Tun 4

3p25-p22 Kapgmomumnonatumsa, cemenHasa agunatayuMoHHas 2 4935 lNneye-nonaTouHo-NMLEBAA MbllleyHan
anctpodua 1A

3p21.1-p12 CNHOMO3Ke4KoBaa aTakema 7

3p21.1-p14.1 CuHapom MapceHa 1 (ayTOCOMHO-A0OMUHAHTHbIN)
3pl13-p12 CuHapom bapge-buana 3

3p11.1 -q11.1 emeHumns, cemenHan Hecneunduyeckasn

3p [nyxoTa, ayTOCOMHO-peueccuBHan 6

3913 [wnonapaTtupomnausm

3913-g22 Henponatua Wapko-Mapu-TyTTa 2B

392 AnkantoHypua

3921-924 XpoHunyecKas Aob6poKayecTBEHHAA Ny3blpyaTKa
(6onesHb Xennn-Xennu)

3921 -g25 CuHgpom Awepa 3

3926.3 CuHapom KopHenua ae JlaHre
3g28-929 Ontnyeckana atpodpua 1 (ayTOMOCMHO-AOMMHAHTHAA)
3 MopBep*KeHHOCTb BUPYCY repneca



