[eHeTUKa YenoBekKa
MeanunmHCcKaa reHeTukKa



OcobeHHOCTU TeHeTUKM YenoBeKa.

Heb6onblwoe noTomcTBO,

meaneHHaAa CMeHa NOKO/IEHUMN.

MeToAbl:

1. He npumeHnm rmbpunaonoruueckmin merop,

2. OrpaHMuYeHHOe NPUMEHEHME IKCNEePUMEHTA/IbHbLIX MeTOA0B



3a1a4M MeANUMHCKOWN FrEHETUKM

1. U3yueHue HacneacTBeHHbIX 3aboneBaHuni

Memooei: MoneKynapHo-reHeTU4ecKue,
LUTOreHeTUYEeCKUn, bnoxmmmyeckmum, NONynALMOHHDLIN,
reHeanorm4yeckmm, 6aMsHeLoBbI, MOAENINPOBAHUNA U NP.

2. lnarHocTuKa HacneacTtseHHbIX 3aboneBaHui

3. MpodunakTuka.

4. leyeHue



OCHOBHble MeTOoAdbl TreHeTUKN HeJZIOBEKA.

1. leHeanornueckum

2. LUntoreHeTnyeckmmn

3. bansHeuosBbIN

4. BUoxummuyeckum

5. MonynauMoOHHO-CTaTUCTUUECKNN

6. MogennpoBaHue: a) mogenbvHble KUBOTHbIE

6) moaenbHblIe IMHUM KNETOK in vitro B) KomnbloTepHoe

7. MoneKkynapHo-reHeTU4eCKue



[eHeanormyeckun meton —
COCTaB/ieHUNne n aHa/in3 poaoCNnoOBHbIX.

BO3MOXHOCTH
1. OnpepeneHue TMna Hacnea0BaHUA NMPU3HAKA
2. OnpepeneHne reHOTUNOB Y1€HOB CEMbM

3. OueHKa pucKa umeTtb 60/1bHbIX AeTel
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OCHOBHbIe TUNbl Hac/n1ea0BaHUA

1
2
3.
a4

5.

AyTOCOMHO-AOMMHAHTHbIN (A)
AYyTOCOMHO-peLeccnBHbIN (a)

X-cuenneHHbI AomMmUHAHTHbIN (XV)

X-cuenneHHbIU peueccuBHbIN (Xg)

Y-cuenneHHbI (ronaHgpuueckuit) (YV)



LluToreHeTnyecknmn meton —
U3yveHme KapmnoTurna
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Puc. 8.2. MeTtoaunka NnpuUroToBrieHNA LMTOreHeTU4YeCKMX npenaparoB NyTéM KyrnbTruBmposa-
HMA numdcdoumnToB nepudpepmnHecKom KpoBu.



HopMasibHbI KapMOTUN MKEHLLMUHbBI U MY}KYMHbI. PyTUHHaA oKkpacka
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LluToreHeTnyecknmn meton —

anddepeHumnanbHasa oOKpacka
Plo3BONAET OT/IMYATL XPOMOCOMbI ApYyr OT APYra
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bAn3HEeLoBbIM METOL.
l/|3yL+eHme HaCnedoBaHWA MNMPM3HAKOB B INapax 0 4HO- A ,£I,Byﬂl\/JILI,OBbIX

6M3HELOB.

OnpeaeneHme OTHOCUTENBHOM PO FTEHOB U CPeabl B Pa3BUTUM
NpPU3HaKa.

OB — pa3BmMBatOTCA U3 OQHOW 3UTOTbl, FEHOTUMN OANHAKOBbIN

b — 13 pa3HbIX 3UTOT, FTEHOTUN Pa3/INYaeTCA




OTHOCUTE/IbHaA po/ib FeHOB U cpeabl onpeaenseTca rno
KOHKOPAAHTHOCTU (% cxoacTtBa Npu3HaKa B napax 6a1M3Heu08)

. [To3BOMISET OIpEENITE CTENEHE
EJII/IISH@HOBBII/I MCTOMO pozzeitcTBus okpykaromeit cpe/p! Ha

I'€HEI, TaK KaK MOHO3IIT'OTHEIC

Aee nnaueH T ——

6.TIII3H€I_U>I FeHETIHEeCKII OMTHOPOJHEIL.

l
- - )
X KonkopmautHOCTE , %
IIneHTHYHBI Hennen-
) [TprrsHak GITH3HELBI THYHBIE
OII3HELBI
Ase aduexnerxu N
I'pymma kposu (ABO) 100 46
IIperrmas 995 28
Pp— [TarmnngpHele TITHIIT 92 40
BponxuanpHag actma 19 4,8
Kops 98 94
TyGepkymes 87 25
[M3odperia 70 13




Buoxmmmnyeckum metoga.

N3yyeHne obMmeHa BelecTB U ero HapyLeHun.
BO3MOXHOCTW: ANArHOCTMKA, NPOPUNAKTUKA, NedeHne bonesHen

Mpu peHnnkeToHypumn

HBMN \l 0O; ®denunanaHuH-
H,BM H,O rMapokcunasa

:o/"?”"?/ — (peueccnsHaa mytauma reHa,
gt PR . Kogupytowero dbepmeHT

2 2!
cbexunnupysar (Fe?) Wwrosuanas
n-Iwapokeu- AO®A xenesa

o BERET T\ el deHnnanaHuHruapokcmnasy)
Zﬁm?::uxm T WMzo e, BO3HUKaeT U36bITOK

”/?;T.ii e : :m i y P deHuNaNaHMHa U HeAOCTaTOK

e ™ e TMPO3NHa —

—02 s nneiioTponHblii 3bdeKT reHa
Craer Ha MHOTMe NPU3HaKu



MonyNsUMOHHO-CTaTUCTUYECKNIA MeToAa,
OnpepneneHue YyacToTbl BCTPeYaeMOoCTH reHoB (annenei) 8
nonyaaLmu.

Pacuetbl no popmynam 3akoHa Xapau-BanHbepra
P+q=1 PZ+2Pg+qg’=1
(A) (a) (AA) (Aa) (aa)
4acToTbl 4acToTbl
annenewu reHoTunoB
Npumep: yactora ®KY (aa uam g2) = 1/10 000
q(a)=1/100, P=1-1/100u T1.A.

B HacToAWee Bpemsa BO3SMOXKHO NpAMOe onpeaeneHume
reHoB nnu anneneu s nto6on nonynauum (Bbibopke)!



MeToabl moaennpoBaHuUA.

1. MaTematnyeckoe moaennpoBaHue (co3paHue
MaTEMATUYECKUX Moaesier OTAE/IbHbIX NPOLECCOB AN MOJTHOM
MOJeNn YenoBeKa Ha CynepKkommbloTepe)

2. MoaennpoBaHMe Ha KNeTKax YesoBeKa in vitro

3. lcnonb3oBaHUe MmodeNibHbIX YXUBOTHbIX (B T. 4. reHeTUYECKH
MO,CI,M(I)MLI,MpOBaHHbIX — C reHamu t-IE!]OBEI-(&\)

®lyopecleHTHbIN KPOJIMK U MbiLb ¢ TeHOM Megy3bl



MOJ'IEKyﬂﬂpHO—I'eHETMLIeCKMe MeTodbl

1. CeKBeHupoBaHUeE - onpepeneHue Nocneso0BaTeIbHOCTU
Hykneotuaos AHK namn PHK — usyyeHme reHoma (u
TPaHCKpUnToma — npu GyHKLUOHMPOBAHUU FTEHOMA) B HOpme
U npu 3aboneBaHnax

2. TeHHaA UHXeHepuUua — cosgaHmne NMO, reHoTepanus.
feHomHoe peaaKkTuposaHue (CRISPR/Cas9 cucrema)

3. MonnmepasHan uenHaa peakuua (MUP) - nonyyenue 1
000 000 konun HY>KHOTO reHa 3a 1 yac

4. YnpasneHue paboToin reHOB npu NOMoLLM PerynaTopHbIX
dakTopos (KoKtennb AmaHaku — 4 ¢paKTopa, no3sonsatoLme
COMaTUYECKMe KNeTKU NpeBpaLLaTb B CTBOJIOBbIE.
OAnddepeHumnposka B N10b60M Bua KNETOK).



[MonHomacwTabHoe cekBeHnposaHue HOBOIO

NMOKOJTIEHUA.
OnpepeneHue scex Hykneotnaos AHK (3 mnapa nap) v reHos (22 Tbic)
yenosekKa 3a 0,7 Tbic aonnapos. OnpeneneHne moauepuuMpoBaHHbIX

HyKneotnaos. OnpeneneHne NpoayKkTtos reHos - PHK




UxTros
Hexeartka cynehatos B cTeouae nnaweHTsl

Curapom Kansmara

Funodocarmna

FanomMarimemMun
MeilweyHas auctpodun [JiowexHa MnasHoi ansOuHU3M
MeiweyHan auctpodms Bekkepa PaclyenuHa cer4aTku
é(opo::: DAL TR ]\ ApTepuanbHasa runonnasua

ne3Hb
= MmuuepuH-kuHasa aeduuunr

BoneaHs Hoppuk 1 [ledhMumT OpHUTUHE

Heycroiumean nurmeHTauma
3 |Curgpom Buckorra-Ongpuya
Cungpom MeHkeca

\| HevyBCTBUTENLHOCTL AHRPOreHa

CupgepobnacrtHan aHemus =
Cunpapom Aapckora-Ckorra Hesponatua LWapko-Mapcu-Tyca
FeMonuTH4ecKan aHemus / Pacuwennenve Héba
CynopoxHas napannervs
ArammarnobynuHemus
CuHapom Kerreau PRPS noparpa
Boneats Menuueyca-MepuGaxepa Curigpom Jloy
CwHgpom Anbnopra Curgpom Jewa-Haixaxa
BoneaHb ®abpu HPRT nogarpa
Cungpom XaHra
WmyHHan HepocTaTouHOCTb 1/ Aremodunus B
NumcponponudepaTmaHbii Femocmnus A
CWHOPOM I_L V | Xporuueckas remonuTuseckan aHeMus
nyxora 1 ans6uHmam J  |ManuaxansHo-nenpeccueHoe 3abonesanue
}_ OcnennexHue ApKUMU UBETAMU
— | AnpeHonelkoaucTpogua
AflpeHOMUEeNnoHeBpoNaTUs
MyckynkHas auctpogua
HecaxapHsolit guaber

KapTa X-xpomocombl 4enoseka (0603Ha‘-IEHbI 6onesHu yesioBeKa, Bbi3biBaéMbie
MYTAHTHbIMU I'EHaMVI)






HacneacrtseHHble 60ne3HU
1. leHHble.

N3yueHo 8 000 reHHbIXx 3abonesaHnin. BcTtpeuvatorca y 2,4% HaceneHua. Y
Kaxkgoro yenoseka 10 - 20 peueccuBHbIX reHOB Hac1eACTBEHHbIX
3aboneBaHuit (reHeTUYECKNiA rpys)

2. XpoMmocoMHble 6bonesHu.
800 3a6oneBaHumn, 1% poausimnxca ageren, 40% 3uror npm 3a4aTmm

3. bonesHu c HacnheaCcTBEHHOM NPEeAPaACNO/IOKEHHOCTbIO
(mynbTndakTopHbie).

3a 70 net *XunsHu npoasaatoTca y bonee, uem 70% HaceneHma —

reHbl NpeAapacnosoXeHHOCTU MMEIOTCA NMPaKTUYECKU y BCeX;

NPaKTU4YeCKu Bce 6onesHn umeror HacneaACTBEeHHYHO
npeapacnonoxeHHOCTb



FEHHbIE BOJIE3HU —
Pe3ynbTaT HOBbIX MyTaL WA UIX NepeaaroLmxca No
HacneacTsy (NpoABieHUE reHEeTUYECKOro rpy3a)

AyTOCOMHO-A4OMUHAHTHbIE
AyTOCOMHO-peLeccuBHble
X-cuenneHHble 4OMUHAHTHbIE

X-cuenseHHble peLeccuBHble

AR A

Y-cuenneHHble (ronaHapuueckue)
TPUHYKNEOoTUAHbIE 3KCNaHUK

MutoxoHapuanbHble

leHeTUYECKUU rpy3 yesnoBeKa NONONHAETCA 3a cyeT
NoAB/IEHNA HOBbIX MYTaLUUNU U PacCNPOCTPaHEHUA
npeXXHUX NP CHUXKeHUn ectectBeHHoro otbopa —
BbIpOXXAeHue yenoseyecrsa?!?!?!



XPOMOCOMHble D0/1E3HN

(MpuunHa — XpOMOCOMHbIE U TeHOMHbIe MmyTaLuu)
1. XpoMmocOoMHbIe nepecTpouKku (aeneumnmn, TpaHCNOKaLum) :

Mpuumepbl:

CuHgpom
«Kowaybero

KpUKa» -

Aeneuusa naeya

5-1 XpoMmoCcoMbl

Puc. 5.18. Pe6EéHOK C BbIpaXeHHbIMU NMpu-
3HaKaMu CMHAPOMa Kolaybero Kpuka. M-
pouedanusi, nyHoobpasHoe nuuo, NUKaHT, rv-
nepTenopvaM, WMpoKas nnockas cnuHka Hoca, Puc. 5.19. Pe6éHoOK ¢ ManoBbipaXeHHbIMI
HU3KO PacnofioKeHHbIE YLIHblE PAKOBUHbI. npu3Hakamu CMHAPOMa Kolavbero Kpuka.




XpOMOCOMHble 60s1e3HU

[TpUynHa —
2. AH3ynaonaum
NMpumepsbi:
- Tpcomum (2n+1)
cuiapom [layHa 47 (+21),
cunapom Matay 47 (+13),
cuHapom daBapaca 47 (+18),

cuugpom KnanHoenorepa 47 (XXY)
Tpucomua -X 47 (XXX)

- MOHOCOMMUM (2n-1)
cuuapom LLlepewesckoro-TepHepa 45 ( XO)
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MynbTUPaKTOPHbIE 3aD0NEBAHUA (Soneshn

HacneaCcTBEHHOM NpeapacnooXeHHOCTbIO)

Pa3Butue onpepenaerca.
1 — HachepcTtBeHHbIMU PpaKTOpamu (MyTauun);
2 — paKTOopamu cpeapbl.

Mpumepbl: caxapHbiK anaber,
anuaencus, noaarpa,
Wwn3odppeHua, rMnepToHnUA, UHCY/bTbI,
fI3BeHHaA 6o0s1e3Hb, OHKOJ/I0rUA,
6poHXmnanbHaa actma 1 T1.4.

NMpeppacnonoXXeHHOCTb K paKy — reHbl BRCA:

HapyweHue penapauum [HK, 6onbwe mytauum, mytauum
NPOTOOHKOreHOB, pa3BUTUE ONYX0/eMN




[Mpumep nepcoHann3npoBaHHOW NPOrHOCTUYECKOMN U
NpodUNAKTUYECKON MeaNLUHDI.
AHOMcenuHa [xconu (2eH BRCA)




[1MarHoOCTUKa HacnencTBeHHbIX
bonesHen

* [eHHble n MynbTUPaKTOPHbIE — BUOXMMUNYECKUIN U

MOIEKYNIAPHO-TEHETUYECKNN MeToAbI

- TeHogmarHoctuka (QHK-gnarHoctuka)

- leHeTnyecKan nacnopTtmnu3sauuma — onpeapeneHme reHos nauumeHTa

 XpOMOCOMHbIE — LUTOreHeTUYEeCKUU MeTop,

- AndPepeHumnanbHaa oKpacka, FISH



[TpodUNaKTUKA HacneaCTBEHHbIX 6HonesHel

1. Mepaunko-reHeTU4ecKan KOHCY/NbTaUuunA
2. HPEHaTaﬂbHaﬂ nnpeammniaHTayumMoHHaa ANarHOCTUKa

3. BoiaBneHue u yganeHue (pernameHrtauma Ncnoib3oBaHUA)
MyTareHoB (TecTupoBaHue NeKapcTB, BOAbI, 3anpeLlieHue KypeHus
uT.A.)

4. MpumeHeHUue aHTUMYyTareHoB (AHTUOKCUAAHTbI, MEIaTOHUH,
aNbrMHaTbl U Np.)

5. UcKknoueHue poactBeHHbIX bpakos

6. leHeTMuYecKaa nacnopTusauua — NepcoHasibHbln
NPOrHo3 1 npeaynpexaeHue 3abonesaHnit
(pekomeHpaLMM No NUTaHUIO, 3anNpeT onpeaeneHHbIX
npoAyKTos, npodeccui, NeKapcTs u 1.4.)



NNEYEHWUE HACNEACTBEHHbIX BONE3HEN

1. TfeHoTepanusa (ycnewHoe neyeHne ummyHogedmumTa,
BPOXAEHHOM CNenoTbl, MyKOBMCLMAO3a,
OHKO/I0rM4yecKux 3abonesaHni n np.) —c 1996 r.

2. lNaTtoreHeTHn4yeckoe -

a) KoppeKuuna obmeHa BeLlecTs.
Mpumepbsbl:
- AMeTuYecKoe orpaHunyeHue (beHnnketoHypums),

- AMeTunyecKoe gobasneHue

(rpunTodaHa npu cuHapome XapTHana),
-BbiBegeHue cybcrpara (Xkenesa npm remornobuMHonaTmax);
6) UHTIMbUuMAa metabonusma
(npu nogarpe — annonypuHon).

3. CumnTomaTumuyeckoe.



[eHoTepanua.  (c 1993 r.)
[eHOTepanmAa menaHoMbI

Liposome

Gene for producing
HLA-B7 protein

Tumor cell

Foreign protein
attracts T cells,
which attack
abnormal tissue



EBreHMKa — ynyyuweHue HacneacTtBeHHOCTHU

(reHodoHAQ) YenoBeka

1. Mo3uTMBHaA — NoBbiLLEeHUE KOIMYecTBa
NONOXXUTENbHbIX reHoB (0T6op AOHOPOB cnepmbl

unp.)

2. HeratuBHasA — CHUXKeHUe KoamyecTBa BpeaHbIX
reHoB (NpeHaTanbHaA AUATHOCTUKA, KOHTPOJb 33
pacnpocTpaHeHUuem MyTareHoB)

Pa3paboTKka meToA0B CeKBEHUPOBAHUA, FTEHHOM
UHXXEeHEepPUU, KNOHNPOBAHUA CTBOJIOBbLIX K/IETOK —
npecnekTMBa HEOrPaHUYEHHOro BAUAHUA Ha
reHom YyenoBeKa.



