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Kpamkoe eeedeHue.

BbICTpbIN nporpecc B 061aCTV reHETUKM MPUBEA K TOMY, YTO Bpayam obLWel NpaKkTUKK, Tak U
CaMMM MauMEHTaM CTaNio Heobxo4MMO Nydlle MOHMMATb TFeHEeTMYecKMe OCHOBblI 3abonesaHui
M 0COBEHHOCTU FeHeTUYECKOro TecTUpoBaHuA. B cBasn ¢ atum, TOO «TpuUreH» WUHULMMPOBANO
06pa30BaTENbHbIN NPOEKT N0 MeAMULMHCKON FeHEeTUKe, Pes3ybTaToM KOTOPOro fABAAETCA AaHHOoe
nocobue. Mpn paspabotke AaHHOro nocobusa OblM MCNONb30BaHbl MaTepuanbl HauMoHaNbHOrO
LueHTpa broTtexHonornyeckon nHbopmaumm CLLA.



06 aemope:

KYBAT MOMDIHAJIUEB, pokTop OMONOrMYEcKMX HayK, 3aseaylowmii  nnathopmoit
reHoTMNMpPOBaHUA KAnMHUKK «AHKoa» (Mockea, Poccus).

ObpasoBaHne - PoOCCUMICKUIA TrOCYAAPCTBEHHbIA MEAUUMHCKUA YHUBEPCUTET, MeAMKO-
6uonormyecknin pakynbrer.

OcHoBHas obnactb HAY4YHbIX MHTEPECOB - CUCTEMHbIN aHanus MWUKPOOPraHM3mos, BbiAB/EeHUNE
HOBbIX 3aKOHOMepHOCTEI\;1 B pPa3BUTUMN MNATONIONMHECKUX MpPOLLEeCCOB Yy 4Ye/IoOBEKA B pe3y/ibraTte
VIH(I)VILI,VIpOBaHVIﬂ NaToOreHHbIMnN MUKPOOPraHM3IMamm, pa3pa60TKa HOBbIX METOAO0B AeTeKUUU
I'IOJWIMOpd)M3Ma €ONHNYHOIo HYKN1eoThada U co3gaHne NCKYCCTBEHHbLIX OPraHoOB.

AsTop 48 nybaunkaumii B pedepmrpyembix KypHanax.
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KNETKU U OHK

Ymo makoe Knemka?

KNeTku ABAAIOTCA CTPOUTEIbHbIMM B/10KaMK AN BCEX KMBbIX CYLLECTB Ha 3emsie. Tesio YesioBeKa
COCTOMUT U3 TPUJIJIMOHOB KNETOK. KNeTKkn obecneunBatoT CTPYKTypy Tena, NorIoWwatoT NuTaTe/ibHble
BELLECTBA M3 MUK, MPEBPALLAIOT 3aTeM 3TW BELLECTBA B SHEPIUIO, A TaKKe BbIMOHAOT pas/inyHble
cneumanbHble OYHKUMU. KNeTKM TaKke cogeprkaT HacieACTBEHHbIM maTepuan M cnocobHbl
KonupoBaTb cebs.

KneTka coCToUT M3 HEeCKONbKMX l-IaCTEE/‘I, KaXgaA U3 KOTOPbIX BbIMO/IHAET Pa3/inyHble d)yHKLI,VIM.
HeKOTopre U3 3TuUX l'IaCTef/‘I, Ha3blBaemble OpraHensbl, ABAAKOTCA cCneunanndnpoBaHHbIMU
CTPYKTYpPaMM, KOTOPbIE BbIMO/IHAKOT onpeaeneHHble 3a4a41 BHYTPU KNIETKN.

Knetka yenoBeka cOCTOUT U3 CNeAYIOLMX BaXKHbIX CTPYKTYP:

CTpoeHune KneTku

AnepHas membpana
Mna3marnyeckas

membpaHa

Annapar Nonbgpxu
MuToxoHapus
Mepokcucoma

Nun3ocoma

3HAONNasMaTU4ecKuin

peTukynym CekpeTopHbIe BE3UKYNbl



LUutonnasma
BHyTpeHHﬂﬂ YaCTb KNEeTKM COCTOUT U3 meneo6pa3H0171 HKUOKOCTU (LI,MT03OI1b) M cneunanbHbIX
CTPYKTYp (OopraHensn), KoTopbie OKPYXKatoT AAPO KNETKMU.

LUutockener

LI,MTOCI-(eneT — CeTb W3 AJZIMHHbIX HMTEO6paSHbIX BOJIOKOH, KOTOpaA obecneuynsaetr wu
nogaepxnMBaeT CTPYKTYpPy KANAETKH, 4pyrmmum  CnoBamMn  BbINOJIHAET OMOPHO-ABUraTe/IbHYHO
d)yHI-(LI,MlO. [Tommnmo onpeaeneHnA d)OprI KNeTKN, UNTOCKeNeT y4yacTByeT B AeNeHUN KNETKU, a
TaK¥e nossonser e ABUTaTbCA. LI,MTOCKEJ'IeT TaKsKe obecneumsaeT OHpEAeﬂeHHblﬁ NOTOK OopraHenn
N APYrnx BeWwecTB BHYTPU KNETKMU.

JHgonNasmMaTUYecKuit petukynym (3P)

3Ta opraHenna obecneymBaeT 3pHEKTUBHOE NPOTEKAHME MHOTMX METAabOIMYECKMX NPOLLECCOB
B KNETKe. IHA0MNNA3MaTUYECKUIA PETUKYIYM MPUHMMAET y4acTUe B TPAHCMOPTE CO34aHHbIX B KNEeTKe
MOJIEKY/T K MECTY MX Ha3HAYeHMA MO0 BHYTPU KNETKU, MO0 33 Npesenbl KNEeTKU.

Annapart lonbaxu
YnakoBbiBaeT MOJ1IEKY/IbI, CUHTE3NPOBAHHbIE B 3HAOMN/IAa3MaAaTUYECKOM pPeTUuKynyme, AnAa
BbIBEOEHUA U3 KNETKMN.

JInsocombl n nepoKCcucombl

o1n opraHennbl ABAAKOTCA nepepa6aTb|Barou.|,MMM LUEHTPaMWN KNETKU. OHun y4acCTByHOT B
pacwenneHnn 6aKTele\/'I, nonaswnx B KNETRY, OCBO60)K,£I,aI'OT KNIETKY OT TOKCUYECKUX MPOAYKTOB U
nepepa6aTb|Ba|0T OTpaGOTaHHbIe KOMMOHEHTbI KNETKMU.

MwuToxoHApUu

MMTOXOHApMH — CNOXHaA opraHenna, y4acrteyrowaa B npespalleHNn saHepPrmn NUTaTesSIbHbIX
BelwecTB B d)OpMV SHEPINn, KOTOPYHO KNIETKA MOXKET NCNOJZIb30BaTb A/1A CBOUX HYXKA,. JT1a opraHenna
MMEET CBOW reHeTU4YeCcKui maTtepuan, KOTOprVI YNakoBaH BHYTPU MUTOXOHAPUU N MOXKET CaM
KONMMpoBaTbCA.

Appo

AQpo ABNAEeTCA KOMAaHAHbIM LEHTPOM KETKMU, KOTOPbIM NOCLINAET CUTHAJbI KNETKE - AeNUTbCA,
co3peBaTb, pactv uam normbatb. B agpe Haxoautca AHK (Ae30KcMpubOHYKNenHoBas Kucnota),
B KOTOPOW 3aKoAMpOBaHa BCA HAcneacTBeHHaa MHPopmauma. A4pO OKPY*KEHO MOBEPXHOCTHOM
membpaHolii, 3awmwatowenn AHK n otaenstolle A4p0 OT OCTa/IbHOM YAaCTU KAETKW.

MnasmaTtuyeckas membpaHa

MnasmaTnyeckas membpaHa — BHELIHAS MOBEPXHOCTb K/IETKM, KOTOPan OTAENAET CoAepKUmMoe
KNEeTKU OT BHeluHel cpeabl n obecneunsaer NMPOHNKHOBEHWNE Pa3/INYHbIX BeLWeCTB B KJ/IETKY, a
TaK)Ke CoAepPHKMUT KOMMNOHEHTbI, MO3BONAIOLWME KNEeTKaM y3HaBaTb APYr Apyra.

Pn6ocombl

3710 opraHennbl, peannsyruime reHeTnyeCkne UMHCTPYKL MUK, 3a/10KEHHbIE B ,D,HK no CUHTE3y
cneunanbHbIX MOEKYAN - 6enkos. 3Tn opraHennbl CBO60,D,HO N1aBakoT BHYTPU UUTON/Ia3Mbl UN
HaXo4ATCA B KOHTAKTE C 3HAO0MN/1a3MaTUYECKUM PETUKYSTYMOM.



Ymo makoe AHK?

OHK, vnu pe3oKcMpuboHyKieMHoBasa KMCNoTa, obecrneymBaeT XpaHeHMe U nepefady us
NMOKO/JIEHNS1 B MOKOJEHWEe Hac/neaCTBEHHOM MHPoOpMaLMM Yy YenoBeKa M HOMAbLIMHCTBA APYruX
OpraHn3mMoB. B Kaxaol KneTke opraHM3ma YesioBeKa XpaHuTca ogHa 1 Ta ke [HK, 6onbluas YacTb
KOTOPOW HaxoAauTcs B Agpe KAeTKM (4acTo ee HasbiBatoT AgepHoi [OHK). OpHako, Hebosblioe
Konnyecteo [HK HaxoguTca TaKKe B MUTOXOHApPUAX (HasbiBalOT MUTOxoHApuanbHaa OHK, wan
mMTOHK).

NHudopmaumsa B OHK 3akogmMpoBaHa B BUAE COYETAHMA YETbIpeX XMMUYECKUX COeAMHEHWM
(nmetoT cneunanbHoe Ha3BaHME — OCHOBaHMA): ageHuHa (A), ryaHuHa (), umtosmHa (C) M TUMUHA
(T). AHK 4yenoBeKa cocToUT M3 3 MUAMAPAOB TaKMX OCHOBAHWUM, U okono 99% [OHK oamHakoBo
y Bcex ntogei. Mopsagok (MaM nocnenoBaTeslbHOCTb) 3TUX OCHOBaHM B JHK, MOXKHO CpaBHUTbL C
Habopom ByKB B MMCbME, KOTOPblE HAaxo4ATCA B onpeae/ieHHbIX KOMBUHAUMAX Ana GopMUPOBaHMA
CNOB U NPeASIOKEHUN.

AHK ocHoBaHMA cocTasaAaloT onpegeneHHble napbl gpyr ¢ apyrom, A ¢ T, U, ¢ [, KoTopble n
bopMUMpPYIOT Tak HasbiBaemble Napbl HYKNEOTUAO0B (KomMNiemeHTapHble napbl). Kaxaoe ocHoBaHWe
CcoeaMHEeHO C MOJIeKy/ol caxapa (ae3okcnpunbosoit) u monekynoi pocdaTta. Bmecte ocHoBaHMe,
caxap u ¢ochaT HasbIBAKOTCA HYKNEOTUA,. TN HYKNEOTUAbl COeANHEHDI B ABE MPOTAXKEHHbIE HUTH,
KOTOpble 3aKPY4YMBAIOTCA OTHOCUTENLHO APYr Apyra M 06pasyoT ABOMHYIO crnvpanb. CTpyKTypa
M3 [ABOMHOW CMMPANM HECKOJIbKO MOXOXKA HA BUMHTOBYIO NIECTHULY, FAe OCHOBAaHMA GopMUpYyLOT
CTYNeHbKM, a caxap 1 mosiekyna ¢ocdata GopmupytoT BEPTUKaIbHbIE MEPU/IA 3TON IECTHULbI.

OyeHb BaxHO, 4yTo [JHK MoXeT aenatb Konuu camoli ceba (penanumpoBatbes). Kaxaana HUTb
OHK B ABOMHOIM cnvpann BbiCTynaeT B KayecTse 06pasua A8 KONMPOBaHMA NOCAEA0BATENbHOCTHU
OCHOBaHMN. ITO AOBO/IbHO BaXXHO AN1A AENeHUA KNEeTKM, MOTOMY YTO HOBOW K/IeTKe Heobxoammo
MMeTb TOYHYI0 Konuto [JHK poantenbckoit (cTapoii) KneTku.

L// : Mapa
OCHOBaHWA j

AneHmH  TuMuH

MNyanmH LUnTo3umH

OctoB 13 chocaros 1 caxapos




Ymo makoe mumoxoHopuanoHaa HK?

XoTa 6onblas yactb [HK ynakoBaHa B XpOMOCOMbl BHYTPM A4pa, MUTOXOHAPUA TaKKe
conepKnt Hebonblwoe Konnyectso cobcTeeHHon AHK. 3TOT reHeTMYECKU maTepman HasbiBatloT
muToxoHapuanbHon AHK, nan mT4HK.

MUTOXOHAPUSA - 3TO CTPYKTYPA BHYTPU KAETKM, KOTOPaA NPeBpallaeT SHepruo nutaTeNbHbIX
BELEeCTB B pOPMY SHEPIMM, KOTOPAA MOXKET BbITb MCNONb30BaHA KNETKOW AN CBOMX NOTpebHOoCTeN.
Kaskgan KneTka COAep’KUT OT HECKONIbKMX COTEH [0 HECKObKMX TbICAY MMUTOXOHAPWUI, KOTOpble
cBOHOAHO PacnonoXKeHbl CBO6OAHO BOKPYT A4pa B LUTONAA3Me.

MuToxoHApUA BbipabaTbiBaeT HEPrUi0 Yepes CeTb PeakuUMii, Ha3biBAEMbIX OKUCAUTENbHbIM
dochopuanposaHnem. B aTom npouecce y4acTBYHOT KUCA0POA, M NPOCTbIE caxapa, B pe3yabTaTe Yero
CUMHTEe3MpyeTca aaeHo3nH Tpudocdat (ATD), rnaBHbIN UCTOUHUK IHEPTUM B KNeTKke. OKUCAUTeNbHOoE
dochopuanpoBaHme BHYTPU MUTOXOHAPUIA obecneunBaeT KOMMieke GepmMeHTOB, U3BECTHbIN Kak
Komnaekc I-V.

Kpome 3HepI'ETVIl-IeCKO[;| d)yHKLI,VIVI, MUTOXOHAPUN UTPAIOT BaXXHYKO POJib B APYIUX KNETOYHbIX
npoueccax. OHU TaKxKe HEO6XOAMMbI ana Bblp360TKM TAaKMX BELLECTB, KaK XONeCTepuH U rema
(KOMI'IOHEHT I'EMOI'I'IO6VIHa, MOJ1IEKY/1IA KOTOPOTO NEPEHOCUT KNUC1I0POa B KpOBVI).

Ewe ogHa OCOBEHHOCTb MWUTOXOHAPMUIM B TOM, YTO OHM nepeaatoTcs pebeHKy ToNbKo OT
MaTepu, TO eCTb BCE MUTOXOHAPWW YE/I0BEKA — MOTOMKM MUTOXOHAPUIA ANLEKNETKU. MUTOXOHA PN
cnepmaTto3onaa normbatoT npu 3a4aTuu.

OnnHa mTOHK — Bcero 16 C MOMOBMHOW TbICAY HYK/IEOTUAOB, OHa COAEPKUT 37 reHos
(KogMpyloWwmMx nocnenoBaTeNbHOCTEN) W KOHTPONIbHYO 06nacTb  pasmepom 1122 napsl
HYKNeoTnaoB, HasbiBaemyto d-netneit. Bce 37 reHoB ABAAOTCA HEOBXOAMMbBIMU A1 HOPMASIBHOFO
OYHKUMOHMPOBAHMA MUTOXOHAPUI. TpUALATb M3 3TUX FEHOB COAEPXKAT WMHCTPYKUMU CO34aHUA
(KogmpoBaHUs) ¢GepMeHTOB, KOTOPbIe Y4acTBYHOT B OKMCAUTENbHOM GOCHOPUANPOBAHUN.
OcTaBlUasACsA YacTb FeHOB KOAMPYET Tak HasbiBaemble TpaHcnopTHble PHK (TPHK) 1 pubocomanbHble
PHK (pPHK), koTopble xumunyeckun cxoxku ¢ AHK. 3tn tunbl PHK nomoratoT npaBuabHO cobupatb
COCTaBHble YacTu 6enKoB (aMUHOKMUCNOTbI) B GYHKLMOHUPYOLWMe Benku.
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Ymo makoe 2eH?

l[eH ABNAETCA OCHOBHOW CTPYKTYPHOW M OYHKLMOHA/NbHOW eAuHULEN HacneACTBEHHOCTM.
leHbl - 3TO onpegeneHHble yyacTkn [HK, KoTopble cogepkaT MHCTPYKLMM MO CO34aHMUI0 MOJIEKY/,
Ha3blBaeMbIX 6enKkaMu, TO ecTb B HUX 3aWwmMdpoBaHa MHPOPMaLMs O cooTBeTCTByOWEeM benke. Y
YyesioBeKa reHbl Pas/INYatoTCA No pasmepam OT Heckosibkux coteH IHK nap ocHoBaHuit Ao 6onee yem
2 MWIZIMOHOB OCHOBAHWN.

MpoeKkT «leHoma YenoBeKa» MNO3BOAUA YCTAHOBWUTb, YTO KONMYECTBO FEHOB Yy 4esnoBeKa
coctasnaeT 20— 25 Tbic. Kaxkablii UHAMBUA UMEET ABe KONUW FreHa, KaXablil U3 KOTOPbIX Bbli nonyyeH
OT 04HOT0 U3 poauTenei. BoNbLLIMHCTBO FeHOB Y NII0AEN CXOXWN Mexay cObol, HO HEKOTOPbIE reHbl
(meHee 1% oT Bcex) 3HaYMTENIbHO Pa3ANYaOTCA MEXAY N0AbMU.

Annenu - 3To GopPMbl OHOrO U TOTO Ke reHa ¢ HeboNbLWMMM OTAIMYMAMM B NOCIeA0BaTENbHOCTU
[OHK ocHOBaHUI. 3TU HeboNbluMe OTANYMA U 0BYCNaBAMBAIOT TO, UYTO KaXKAbli UHAMBUA, ABNAETCA
YHUKaNbHbIM.

Xpomocoma

l [CeH

Ymo makoe xpomocoma?

B agpe Kaxgon Knetkn monekynbl AHK ynakoBaHbl B HUTEO6pa3Hble CTPYKTYPbl, Ha3biBaeMble
Xxpomocomamu. Kaxpaa xpomocoma, coctosuwas us [AHK, Tyro HamoTaHa BOKpyr 6enKos,
Ha3blBaeMbIX TMCTOHAMM, KOTOPblE NMOAAEPKMBAOT XPOMOCOMbI B TAKOM COCTOSIHUM. XPOMOCOMbI
He BUAHbI B AZPE KNETOK AaKe Nof MMKPOCKOMOM, eC/IM KNEeTKa ele He MPUCTynuaa K AeNeHuto.
OpHako [HK, KoTopas cocTaBasieT XpOMOCOMY, CTaHOBUTCA Bonee ynakoBaHHOM (NNOTHOWM), Koraa
KNeTKa AennTca, Takum obpasom, ee MOXKHO YBUAETb N0, MUKPOCKOMOM.

BO/IbLUMHCTBO 3HAHWI O XPOMOCOMAX, OblIM MOAyYeHbl UCCAefoBaTENAMM NpU HabaoaeHUN
332 XPOMOCOMaMM NpPU AeneHUn KNeTku. Karkgas Xpomocoma B onpeaeneHHOM MecTe MMmeeT
BblpaXEHHbI OKPYIbliA Yy4acTOK, Ha3biBAaeMbl LEHTPOMEPOI, KOTOPbIA pasaensieT XPomMoCcomy
Ha [Be HEeoAMHAKOBble YacTW, UAWM njedn. KopoTKoe njieyo XPOMOCOMbl 06O3HauvaeTca Kak “p
nnevo”. [nnHHoe nnevyo obo3HayaeTca Kak “gq nneyo”. Mo/oKeHWEe LEHTPOMEpPbI Ha KarKaoM
XPOMOCOME SIB/IAETCA XapaKTEPHbIM MU MOXKET BbITb MCNO/b30BAHO A/1A ONUCAaHMUA MECTONO/IOXKEHUSA
cneumduyeckoro reHa.
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[eonHasa cnmpans AHK

nneyo p

LueHTpoMepa
XpPOMO
nnevo q

FTMCTOHBI

D,HK/

CKo1bKO Xpomocom y YyesnoeeKa?

Kaxpaan K/1eTKa 4yenoBeKa B

HOPMa/IbHOM  COCTOAHUM  (HOpMme)
codepMT 23 napbl  XPOMOCOM, HopmankHelr
KaproTu1n
Bcero 46. [1BaguaTtb ABe M3 3TUX Nap SETSESKE
Ha3bIBAOTCA ayTOCOMaMM U OAMHAKOBbI
1 2 3 4 5

KaK O1A KEHLWMH, TaK U A8 MYXKUYMH.
23-a4 napa XpPOMOCOM - TMONOBble

XPOMOCOMbI  PasnnyaeTca  Mexay
MYKUMHAMMN U SKEHWMHAMM. HKeHLWMHbI
5} 7 8 9 10 11 12

UMeIoT ABe Konnu X XpOMOCOMbI, TOraa

KaK MyX4YMHbl nmetoT ogHy X n ogHy Y
Xpomocomy. i i i i l : : ‘ i i i
16 17 18
22 AYyTOCOMbl ~ HYMepOBaHbl 13 14 15

COrNacHO  wux  pasmepam. [pyrue
:‘ unn
ase xpomocombl, X n Y - nonosble ‘; “ “ i
~ ~ 19 20 21 22
XPOMOCOMbI. [MONHBbIA  XPOMOCOMHBIN U, . SO —

Habop yenoBeka Ha3blBaeTcA AyTocombl Mom0BbIE XPOMOCOMbI
KapuoTunom.
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KAK PABOTAIOT N'EHbI

Ymo makoe 6enKu u 3a4em OHU HYM HbI?

Benkn - 3To 6oMblIME CNOMKHbIE MOJIEKY/bl, KOTOPbIE UIPAOT MHOMECTBO BaXKHbIX pPOSEN.
OHM BbINOMHAT 6GONLIWIMHCTBO pPaboT B KAETKE M HeobXxoauMmbl ONA CTPYKTYPUPOBaHWA,
bYHKUMOHMPOBAHUA U PEryInpoBaHna TKaHel 1 OpraHoB YenoBeka.

Benknm coctosT M3 COTEH WM ThICAY MOAEKY/, Ha3blBAEMbIX aMWHOKWUCAOTaMM, KOTopble
npucoeanHeHbl oAgHa K Apyroi u obpasytoT AAuHHble uenu. CywectsyeT 20 pas/iMyHbIX TUMOB
AMUHOKMCNOT, KOMOMHaLMA M3 KOTOPbIX CO3[3ET pas/MyHble 6enku. [MocnenoBaTenbHOCTb
AMUHOKMCNOT ONpeaensieT yHUKaAbHY0 NPOCTPAHCTBEHHYIO CTPYKTYPY U cneunduyeckyro GyHKLMIO
Karkaoro 6enka. benkun knaccupuumpyroTca CoracHo nx GyHKLMK.

NMPUMEPbI BE1IKOB

DyHKUMUA OnucaHue Mpumep
AHTUTENA AHTUTENa cneundUyYeckn CBA3bIBAOT NmmyHornobynunH G (1gG) -
Yy)KepoaHble YacTUubl, TakMe Kak | KosnmuecTBeHHO NpeobnagatoLimii
BMPYCbl U 6aKkTepuu, ¥ nomoratoT K/1acC CbIBOPOTOYHbIX
3aLLMLLATb OPraHM3M MMMYHOTN06Y/IMHOB, OCHOBHbIE

aHTWUTeNa, obecneuymnsatowne
BTOPWUYHbIA UMMYHHbIN OTBET

depmeHTbI depmMeHTbl OCYLLECTBAAKT ThICAYN deHnnanaHMHIMgpoKcmnnasa
XUMUYECKUX  peaKkuui, KoTopble npespaLLaeT aMMHOKUCIOTY
npoTekaloT B Kaetke. OHM TakKe | deHunanaHuH B Apyrue BaxkHble
Y4acTBYOT B  CO34aHUM  HOBbIX COeAMHEHNs B OpraHmn3Me.
MOJIEKYN, CYUTbIBAA TEHETUYEeCKYyo Mpu agedekrte aToro pepmeHTa
MHPopMaUMIO, KOTOpas XPaHUTCA B| HaKanaueaeTcsa GpeHWIaNnaHuH, B
OHK. pes3ynbrate Yero noBpeXxaatoTcA

HEepPBHbIE KNETKM, MPMBOAA K
NoBpeXAeHNI0 Mo3ra

MocpeaHUKM Befku-nocpeaHUKM,  TakuMe  KakK fopMOH pocTa
HeKoTopble ™Mbl rOPMOHOB,
nepeaaroT CMrHan AA8 KoopAuHauuu
6MONOIMMUYECKMX MPOLLECCOB  MeXKay
Pa3NNYHBLIMW KAETKAMK, TKAHAMWU U

opraHamu.
CTpYKTYypHble 3K 6enkun obecneumBatoT | AKTUH - OAUH U3 OCHOBHbIX 6e/1KoB
KOMTMOHEHTb! CTPYKTYpPY WM Onopy ANA KAeTKU. B | coKpallieHus B MbIlLEYHOM BOJIOKHE

MaKpomacu.lTa6e oHuM obecneumBatoT
ABUXeHNe Tena.

TpaHcnopt/ 3Tn 6enKkn CBA3bLIBAIOT M CcoXpaHAloT| ®eppUTUH BbINOAHAET POb

XpaHeHue aToMbl M Ma/fieHbKME MOJIEKY/Ibl| OCHOBHOTO KNETOYHOrO AEeno
BHYTPU KJETKM M MEepPeHOCAT UX Mo »enesa
opraHunsmy.
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deHunanaHuHrnapokcunasa

OAnHOYHbIN cyBOnok
heHnnanaHnHrMapokcuMnassl

Monekyna heHnnanaHmHrngpokcunassl,
cocrosuas u3 4 cydbbnokos

MmmyHornobynuH G (IgG)

CTopoHa, cBAsyLwas
NOCTOPOHHME YacTUUbI

CTopoHa,cBasyoLan
NOCTOPOHHWUE YacTULbI

Kak 2eHvbl ynpasaaiom cuHme3om b6enkos?

BONbLIMHCTBO reHoB cogepKaT MHOopPMaLMIo, HeobXxoaMMYO ANs co34aHMA GYHKLMOHANAbHbIX
MO/IEKY/, Ha3blBaembIx 6enkamu. (Hebonbluas 4acTb reHOB COAEPMKUT MHDOPMALIMIO O APYrnx
MOJIEKY/1AaX, KOTOPbIe MOMOratoT NPaBUAbLHO cobupaTbca 6enKkam B KneTKax).
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nyTb OT CYUTbIBAHUNA MHd)OpMaLI,MM C reHa go cosgaHuAa 6enka AO0CTaTO4YHO CNOXKHbIN U CTporo
KOHTPOJIMPYETCA BHYTPU Kamp,oﬁ KNEeTKW. HYTb COCTOUT U3 ABYX MMaBHbIX WAros: TpaHCKpuUnumnnm mn
TPpaHCNALUN. Bmecte npoueccbl TPaHCKpPpUNUUKU U TPAHCNALUUKU HA3bliBaAkOTCA 3KCNPeCCUA reHa.

B xope peaKkumu TpaHcKpunuuu, nHdopmauma, KoTopas xpaHutca B reHe (ydactok [AHK),
nepenuncbiBaeTcsa Ha He6ObLLME MOMEKYbI, Ha3biBaeMble PHK (p1BOOHYK/eMHOBbIE KUCNOTbI) B AApe
kneTku. Kak u AHK, PHK 3Ta Lenoyka HyKNeoTUaHbIX OCHOBAHWIA, HO OT/IMYAIOLLMXCA XMMUYECKUMMU
csorictBamu. Tun PHK, KoTopas copepKuUT MHPOpMauMio (MHCTPYKUMIO) Mo co3gaHuio b6eska,
Ha3blBaAOT MaTPUYHOW MAn nHGopmaumoHHol PHK (MPHK), Tak Kak oHa HeceT MHPOPMALMIO UK
curHan ot AHK n3 agpa 8 untonnasmy.

TpaHcnauMA, BTOPOM War B MyTM OT reHa K 6enky, npoucxoaut B uuTonnasme. MPHK
B3aMMOAEWNCTBYET CO CMeunann3MpoBaHHbIM KOMMIEKCOM, Ha3blBaeMblM PUBOCOMON, KOTOPbIN
CYMTbIBAET MOC/AeAoBaTeNbHOCTb OCHOBaHM B MPHK. Ka)kgasa nocnenoBaTenbHOCTb M3 Tpex
OCHOBaHWI1, Ha3blBaeMas KOAOHOM, 06bIYHO KoaMpyeT ogHy 13 20 aMUHOKUCAOT (aMUHOKMUCAOTBI -
cTpouTeNibHble 610KK 6enKkos).

PHK TpaHcnopTupylowasa aMMHOKUCAOTbI K MecTy COopKM 6enKoB, Ha3biBAaeTCcA TPAHCMOPTHOM
PHK (TPHK). Kaxkaoli ammnHokmncnote cootTseTcTyeT ogHa TPHK. B3aBMCMMOCTM OT TUNA CYUTLIBAEMOTO
KogoHa B MPHK B noannentuaHyto Lenb 6enka BCTpanMBaeTcsa Ta MAW MHAA aMUHOKMCcNoTa. CoopKa
6enka NpoAo/KAETCA, 0 TEX MOP NoKa pMboCcoMa He MPOYTET CTOM KOAOH (Noc1ef0BaTeIbHOCTb U3
TPex OCHOBAHMI, KOTOPasA He KOAMPYET HUKAKYt0 aMMHOKUCIOTY) Ha reHe. MNepesadya MHPopmauum
oT AHK yepe3s PHK Kk 6enky sBnsetcs ogHUM M3 GyHAAMEHTANIbHbIX MPUHLMNOB MOEKYIAPHOM
610oN0rMK 1 Ha3bIBaAETCA LEHTPAIbHOM AOrMOiA.

/ TpaHckpunuus
MPHK

Tpaucnopmpoaxa

B uMTonnasmy ’

Benok el

HAnpo

LuTonnas

Pubocoma TpaHcnayus




MOXMCHO AU 8bIKAIOYUMb UsU 8KAIOYUMb 2€HbI 8
Knemke?

B Kam,u,oﬁ K/IETKE 3KCNpeccCnpoBaHbl NN BKKOYEHDbI TOJIbBKO 4YaCTb reHOB. OcTanbHble reHbl
penpeccnpoBaHbl UM BbIK/TKOYEHDI. I'Ipou,ecc BbIK/TOYEHNA U BK/IIOYEHUA TE€HOB HaA3biBa€TCA
perynauna reHos. Pel'yl'IFILI,VIFl reHOB ABASAETCA BaHeMlel 4acTbto HOPMa/JibHOIo pPa3BnTUA
OpraHnsma. [eHbl BKAKOYAIOTCA U BbIKAKOYAKOTCA Ha Pa3/IM4HbIX 3Tanax pPa3BuUTUA OPraHM3Ima no-
Pa3HOMY B Pa3HbIX K/IE€TKAX U TKaHAX. Pel'yfl’r'ILl,MFl reHOB NO3BOJIAET K/IETKE 6bICTp0 pearnpoBaTtb Ha
n3meHeHune YCHOBMﬁ BHELIHeW cpeapbl. M XoTA Mbl 3HaeMm, Kak BaXKeH npouecc perynaunm reHos B
KU3HN, HaWK npencrtaBaeHnA 06 aTnx npoueccax He coBCcem NnoJiHblIE.

Perynaums reHoB  MOXeT MNPOMCXOAMTb Ha /tobOM YypoBHE 3KCMPECCUW TFeHOB, HO
0ObIYHO MPOMCXOAMT Ha YPOBHE TPAHCKPUMUMM, Korga MHPopmauma oT reHa (ydacTok [HK)
nepenucbiBaetca B MPHK. CurHanbl 06 M3MEHEHUU OKpYHKaloLLen cpeabl AWM OT APYruX KAeToK
aKTUBMPYIOT crneunduyeckme 6enKkn, KoTopble HasbiBalOTCA TPAHCKPUMLMOHHbIE GaKTopbl. ITu
6eNKN CBA3bIBAIOTCA C PEryNATOPHbIMKM 061acTAMM (y4acTKamMM) reHa, TEM CambiM YBEAUUYUBASA UAN
CHMKaA ypoBeHb TPAHCKPUNLMUK. 33 CHET KOHTPOIMPOBAHUSA YPOBHA TPAHCKPUNUUKN ONpeaenseTcs
KoNnuyecTBo 6eska, MHGopMaLMsa O KOTOPOM 3aKOAMPOBaAHA B reHe B AaHHbII MOMEHT BpeMEHM.

HeratusHasa n NO3nMTUBHaA perynauvm
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Kak knemka denumcsa?
JeneHne KNETKM — 3TO XapPaKTEPHbIA A/ KUBbIX OPraHM3MOB MPOLECC MNOABAEHUA U3

POAMTENbCKOM KNETKM ABYX U bonee HOBbIX KeToK. CylecTByeT ABa TUMNA AeNEHUA KNETOK - MUTO3
M Melio3. BoNbLINHCTBO toAel NOAPa3yMEBAOT NOA AEIEHUEM KNETKM MUTO3, MPOLLECC CO34aHUSA
HOBbIX (COMaTUYeCKUX) KNeTok B opraHusme. Mutos senfetcs GyHAAMEHTa/IbHbIM NMPOLECCOM
B XXM3HUW. B Xx04e MUTO3a B K/EeTKe y[BaMBAETCA BCE e COAEPKMMOE, BK/IOYas XPOMOCOMbI, U
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3aTem 06pa3YIOTCﬂ Ase abcontoTHO MOEHTUYHbIE AoYepHMe KNeTKN. Tak KaK 3TU NpoLeccbl ABNAIOTCA
Ba*XHbIMU, NMOC/en0BaTe/IbHOCTb CTaAMVI MUTO3a KOHTPOJZIMPYETCA HECKOJIbKUMU TE€HaMMW. Koraa
MWUTO3 perynnpyetca HenpasmibHO, BO3SHUKAOT ﬂp06ﬂeMbI CO 340Pp0BbEM, TaKME KaK pakK.

Meii0o3 — 370 TMN AOENEeHUA KNETKM MPEeMMyLLeCTBEHHO CBA3aHHbIM ¢ obpasoBaHuem
CNeunanmnsmMpoBaHHbIX MNOMIOBbIX KAETOK (CMepmaTo3oMaoB M ANUEKNETKKM). DTOT TUN AeneHus
obecneymBaeT 0AMHAKOBOE KOIMYECTBO XPOMOCOM B KaXKAOM MOKoAeHMU. Melio3 - ABYX3TamnHbli
npouecc (pefyKUMOHHbIA M 3KBAUMOHHbIM 3Tanbl Melio3a) B pesynbTaTe KOTOPOro MpoucxoamT
YMEHbLLEHWE YNCNa XPOMOCOM OT 46 40 23 ¢ GOpMMPOBAHMEM CNEPMATO30MA0B U ANLEKNETKU.
Koraa cnepmato3ouns ONJOAOTBOPSAET AWLEKNETKY, NPoUCXoAMT o06paTHO BOCCTaHOBAEHME
HOPMa/IbHOrO YMCNa XPOMOCOM A0 46 B ambpHroHe (23 XpoMOCOMbI ClepmaTo3onaa + 23 XpoOMOCOMb!
AVLLEKNETKM). B npouiecce meio3a MOryT MPOUCXOANTb FEHETUYECKUE UBMEHEHMS.

MwuTo3 Mewos
— €
Poautensckas knetka ’@ ; = ',/,/ Poautenbckan knetka
{ ! Pennukauus AHK
/
Pennukauus AHK ~ * 1, )\
&5
6’\ z N
& / N
N\ -\
/ N Ql/' \F 2 floYepHUE KNETKU
—\ f ]
/ ~ | l
I @1 ) . P
& v =\ /2

- - ~— - P \& <)/ 4 [ovepHue KneTtku

2 QOYEepPHUE KNETKN

KnemoyHebili Yyukn

KNEeTOUHBbIM LMK — 3TO NEPUOS }KU3HWU KNETKM OT OLHOTO Ae/IeHUs [0 APYroro UK OT AeNeHus
40 cmepTu. KNeToUHbIM UMKA COCTOUT U3 MHTepdasbl (Nepros BHe AeNeHus) U Camoro KJeTOYHOro
aenenus. Ecnm knetka cobupaetca Korga-Hubyab Aenntbes, To MHTepdasa byaeT cocToATb U3 Tpex
nepuogos. Cpasy nocsie BbIXO4a M3 MUTO3a KNeTKa BCTYyMaeT B NPecuHTeTUYecKuin nepuog (G1-
nepuos), Aanee nepexoamT B CUHTETUYECKUIA Nepurog, (S-neproa) n NOTOM — B NOCTCUHTETUYECKUIA
nepuog (G2-nepmog). G2-neprMoaom 3aKaHUMBaeTcs MHTepdasa, U Nocine Hee KAeTKa BCTynaeT B
cnepyowmnin MuTos.

ECnM KNeTKa He NNaHMpyeT CHOBA AENUTbCA, TO OHa KaKk Obl BbIXOAWUT M3 KNETOYHOro LMKAa U
BCTyMNaeT B nepuog, nokos, nam GO-nepuog. Ecnv kneTka, Haxogawasacs B GO-nepuoge, CHoBa 3axouyet
OeNnUTbCA, TO OHa BbIXxoguT 13 GO-nepuoga u BcTynaet B G1l-nepuogd. Takum 0b6pasom, ecim KneTka
HaxoguTcs B G1-neproge, To oHa 0653aTe/lbHO PaHO WM NO34HO ByAeT AeNNTLCA, He TOBOPSA YiKe 0
S- n G2-nepuropaax, Koraa KneTka B 6aunKaiwee Bpems 06A3aTesIbHO BCTYMNUT B MUTO3.

CamblI1 raBHbIM NpoLuecc, KOTopbIn NaeT B S-nepuoge, 310 yaBoeHue, nnn peaynankaumsa, AHK.
Bce ocTanbHble peakLmu, NPpoOMCXo4ALLMe B 3TO BpeMsA, HanpasaeHbl HAa obecneyeHune cnHTesa JHK
— CMHTe3 TMCTOHOBbIX 6enKoB, CUHTE3 PepPMEHTOB, Peryampytowmx 1 obecneynBatonUx CUHTES
HYKNeoTnaos 1 obpasoBaHMe HOBbIX HUTen JHK.
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M-nepuoa

G2-nepvopn G1-nepuoa

GO0-nepvoa

S-nepvoa Mokown

Kak 2eHbl KOHMpoaupyrom pocm u desneHue
KAemokK?

PasnnyHble reHbl BOB/€YEHbI B KOHTPO/Ib POCTa U AeNeHWNA KNEeTOK. TouHanA perynauma geneHma
KNeTkn Heobxogmma, ana Toro ytobbl: 1) AHK KonupoBanachk npasuabHo, 6e3 ownbok; 2) npu
BO3HWKHOBEHWW OLWIMBOK UCMPABAATL MX, @ TaKKe, YTobbl 3) Karkaan fovyepHsAn KneTka nosyymna
NOJHbIA HAabop XPOMOCOM. KNEeTOYHbIV LIMKN MMEeT KOHTPO/IbHYIO TOYKY (TOYKY PecTpuKLuMM),
KOTOpas NO3BONSET ONpesesieHHbIM reHaM NpoBepATb oWwnbKM B IHK 1 3aTem ncnpaBasaTb UX, eCiu
OLIMBKM NOABUIUCD.

Ecnm KneTka umeeT owunbkm B [HK, KOoTOpble He MCNpaB/ieHbl, TOr4a OHM MOFyT 6biTb
NoABEPrHyTbl MPOrPaMMMUPYEMOI KeTouHoW rmbenn (anonTtos). AnonTo3 - 3TO AOCTATOYHO
pacnpoCTpaHeHHbIM MPOLECC B KMBOW NPMPOAE, NOMOTatoLWmMii N36aBAATLCA OT KAETOK, KOTopble
He HYXHbl, HAaNpPUMep, CTapbiX UM HeBOCTPebOBAHHbIX KNETOK. B pesynbTaTe anonTtos3a K/aeTka
bparmeHTUpyeTcA Ha OTAe/ibHble anonTOTMYECKME Tesbla, OrpaHWYeHHble Maa3mMaTUYeCcKown
membpaHoli. dPparmeHTbl NorMbLlen KNeTKM 0B6blYHO OYeHb BbiCTpo (B cpeaHem 3a 90 MUHYT)
darountnpytotca MAM nepepabatbiBaloTcA 0COBbIM TUMOM K/AETOK — MaKpodaramu, amnbo
COCeAHVMM KNETKAaMU, MUHYS Pa3BUTUE BOCMAIMTENbHOM peaKkummn. O4HOM 13 OCHOBHbIX GpYHKLMIA
anonTo3a fABAAETCA YHUUTOXKeHWE AedeKTHbIX (MOBPEKAEHHbIX, MyTaHTHbIX, MHOULMPOBAHHbIX)
KNIETOK, KOTOPblE MOTYT BbITb MPUYMHON PA3BUTMA paKa. AMONTO3 UrPAET BaXKHYIO PO/b B Pa3BUTUM
aMb6pMOHa 1 NoaaepKaHUM B HOPMaIbHOM COCTOSHMM TKaHel opraHusma.

Pak saBnaerca pesynbTaTOM HapylleHWs HOPManbHOW Perynsumm KAeTodHoro uukaa. Koraga
KNeTKM aenatcA 6ecKoHTPOsIbHO U 6ecnopagoyuHO, OHM HAKanAMBAOT Pas/IMYHbIE reHeTUYeckune
AedeKTbl, YTO, B CBOIO 0Yepeab BEAET K Pa3BUTUIO PAKOBOKM OMyX0nu.
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AnonTo3
(NnporpammMmupyemas KneToyHas CMepTb)

3poposan knetka O
Monyyenve

NoBpeXAEHUA

@ Bce ownbku ycTpaHeHsb!

Knetka nbitaertcs
YCTPaHUTL OLWKNOKN

FeHeTuyeckue ownbkn
Kak pe3ynbTart nospexaeHun

HekoTtopble owubku ocTalorcs

[ONONHUTENBHOE NONYYEHUE NOBPEXAEHMI

KneTka He cnocobHa ycTpaHuTb ownbkn

3poposas kneTka
MonyyeHne nospexaeHui

Hakonnexve
reHeTU4YecKkux owmnbok

Pa3ssutne kneTok paka
Kak pesynbTaT HECKOHTPONLHOro
AeneHnsa KNeTok

Kak 2eHemuKu onpedensaom mecmononoxeHue
2eHa?

TeHEeTUKM UCMONb3YIOT KapTbl, A4J/1A TOro YTo6bl ONMCaTb MECTOMNONOKEHME FTeHa Ha XPOMOCOME.
OAMH TUM KapTbl 419 ONMCAHUSA MECTOMNONOKEHWA FeHa OCHOBAH HAa LUTOreHeTUYECKNX 0COBEHHOCTAX.
LluToreHeTMYeCKOe MECTOMO/IOXKEHME TFeHa OCHOBAaHO Ha BUAMMbBIX OTAMYMAX B XPOMOCOME
npu obpaboTke ee onpeneneHHbIMU XMMUYECKUMU PEaKTMBAMU. TOYHOCTb LMTOTEHETUYECKOro
KapTMPOBaHUA ONpeaenseTca CTeneHbio CNMPaan3aLmmn XPOMOCOM, XapaKTePOM UCMO/Ib30BAHHOM
METKM 1 paspeLlatoen cnocobHOCTbIO MUKPOCKONMYECKoro o6opyaoBaHua. MNpu KapTMpoBaHUM Ha
CTaHAAPTHbIX MeTadasHbIX XPOMOCOMAX U UCMONb30BAHWUM PAANOAKTUBHO MEYEHbIX 30HA0B TOYHOCTb
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KapTMPOBaHMA cocTaBaseT okoao 5-10 munanoHoB nap ocHoBaHui AHK. Mpu ncnonb3oBaHMM
CNeunannsmMpoBaHHbIX METOK Ha MpomeTadasHbIX XPOMOCOMaX TOYHOCTb KAPTUPOBAHMA BO3pacTaeT
B cpegHem B 5-10 pa3 (4o 1 mmanamoHa n.o.), a npu paboTe co cneunanbHO NPUTOTOBAEHHBIMU U
PaCcTAHYTbIMUW MHTePdA3HBIMU XPOMOCOMaMM MOXKET J0X0ANTb A0 50 Tbic. N.o.

[Opyroi TN KapTUPOBAHUA OCHOBAH Ha MOJIEKYNIAPHOM NOKaAn3aLumMmn 1 NnossonseT 6osee TOYHO
onucaTb NO3ULLUIO TeHa Ha Xxpomocome. MoneKkynapHoe KapTMpoBaHME OCHOBAHO Ha onpegeneHnn
nocnegosatenbHoctn [IHK ocHoBaHWI B XpoMocoMme.

LiuToreHeTMYyecKoe KapTUpoBaHue

[eHEeTUKM WCMONb3YIOT CTaHAAPTM3MPOBAHHLIA MNyTb ANA OMNUCAHUA LIUTOTEHETUYECKOTO
MECTOMOJIOXKEHUA TeHa. Y)Ke OoTMevanocb, YTo Ana 6onee AeTasibHOrO M TOYHOFO UCCAEeLOBaHUA
XPOMOCOM MUCMOb3YEeTCA METOA OKPACKM XPOMOCOM CNeunanbHbIMU KPacuTeNAMM, NCNONb30BaHME
KOTOpPbIX Bbi3blBAaeT 06pa3oBaHNE XapaKTEPHOW NOA0CaTOM CTPYKTYpbl. Kaxkaaa xpomocoma nmeet
YHUKANbHYIO YETKYH MOM0CaTyto CTPYKTYPY, @ KaxK4ana MosioCKa MMeeT HOMepP, KOTOPbIA nomoraet
onpeaennTb (N0KanM3MpPoOBaTb) KOHKPETHYIO 4YacTb XPOMOCOMbI (NoKyc). Hanpumep, reH 6eta-
remornobuHa (HBB) pasmeleH Ha xpomocome 11p15.4. KombuHaums umdp n 6yKs o3HavaeT agpec
reHa Ha Xpomocome. ITo 03HavaeT, 4To reH HBB pacnono*eH Ha KOPOTKOM neye (p) XpOMOCOMbI
11 v HaxoguTca Ha 4-1 nonoce 15-ro y4acTka aTo XpOMOCOMbI. JIOKanM3auma reHa MyKoBMCLIMA03a
CFTR Ha gavHHOM niede 7 XpOMOCOMbI.

PacnonoxeHue reHa Ha XpomMmocome

.
Kopotkoe nnevo q ! HassaHue reHa:
= CFTR

7 XpoMocoma

) +—— LleHTpomepa ———

J Pacnonoxexue Ha Xpomocome:
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3 PervoH

MonekynspHoe KapTupoBaHue

MpoeKT reHoma 4enoBeKa, KOTopbln 6bin 3aBepuweH B 2003 roay, pacwmdposan MOMHYIO
nocnegosatenbHocTb JJHK OcCHOBaHWIA B Kaxaol xpomocome. 3Ta uMHOpMaLMA MO3BOAMAA
nccaeaoBaTeNAM yKasaTb 6onee TouHbIN agpec Ana 60/bNHCTBA FEHOB, YEM LIMTOTEHETUYECKOE
KapTupoBaHue. MofoXeHNe reHa onpeaenserca AOCTaTOYHO TOYHO (40 OA4HOro  HyKneoTuaa)
B MacwTabe nap ocHOBaHWA. YKa3blBaeTCA TOYHOE PACMO/IOKEHME reHa Ha XPOMOCOME, a TaKXke
YKasblBaeTcA ero pasmep. Huke ykasaHa nokanmsauma reHa HBB meTogom MOSEKyNApHOro
KapTMpoBaHua. MHPOpMaLMIO O NONOKEHUN FeHOB B XPOMOCOME MOXHO HalTu no agpecy (http://
www.ncbi.nlm.nih.gov/sites/entrez?db=gene).

5,248,540 : -5,246,453 (2,088 bases shown, negative strand) Open Full View ~

AFipStands | @ @ %GR > Configure
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Ymo makoe cemelicmeo 2eHo8?

B pesynbTaTe NOAHOW AYNAMKaALMK reHa obpasyloTca ABe UAEHTUYHbIE Konun. To, Kak oHW ByayT
3BO/IIOLLMOHMPOBATb, 3aBUCUT OT KOHKPETHOTO c/yyas. ITu konuu AHK, Hanpumep, MoryT coxpaHuTb
nepBuYHy0 QYHKLMIO M MPenocTaBsaT, TakMM 0Opasom, opraHM3my CMNocobHOCTb NPOM3BOAMTL
6onblIMe KonnyecTsa onpeaeneHHoin PHK n/van 6enka. B apyrom cayyae, ogHa M3 KOMUIN MOMKET
CTaTb HEAKTUBHOW 3@ CYET HAKOMJ/IEHNA MyTaumii U NPeBPaTUTLCA B INLWEHHbI GYHKLUK NCEBAOTEH.
Nnun, yto bonee BarKHO, TEHHAA AYNAWKALWA MOMKET NPUBECTM K BO3HMKHOBEHWIO HOBOTO TeHa.
Takoe cobbiTve MPOU30MAET B TOM C/ly4ae, ec/iv OAMH M3 AYNMLMPOBAHHbLIX Y4aCTKOB COXPaHUT
CBOIO NMepBOHaYasbHYI GYHKLMIO, TOTAA KaK APYroi NOCTeNeHHO NpeTepnuT Takue MONEKYISPHbIe
W3MEHEHWs, YTO CO BpeMeHeM CTAaHET CNocobeH BbIMOHATL KaKyto-TO HOBYHO QYHKLMIO.

CemelictBo reHoB (gene family) - Habop reHOB ¢ 6IM3KMMM NOCNEA0BATENIbHOCTAMM, BOSHUKLLINIMA
B pe3y/ibTaTe KONMMPOBAHMA NPEAKOBOIO reHa v NoCAeAyoLMX USMEHEHMWI B KaXKAOM reHe ceMeincTBa
B NpOLEecce 3BO/IOLMU. BO MHOTUX CyYasx reHbl CeMencTBa KOAMPYHOT CUHTE3 CXOAHbIX NPOAYKTOB
(Hanpumep, 6enkos).

YneHbl reHHOro cemeicTBa 06blMHO HAaXoAATCA Ha OAHOM XPOMOCOME PAAOM APYr C Apyrom. B
HEKOTOPbIX CAyYasax Kakne-HMbyab GpYHKUMOHANbHbIE AN HedYHKLMOHAIbHbIE Y/eHbl CEeMEeNCTBa
MOTFYT HAaXOAMTbCA Ha APYroi XpOMOCOME.

Yncno reHoB B pasHbIX CEMENCTBAX Y NpeacTaBuUTeNIen pasHbIX BUAOB BAapPbUPYHOT OT e4nHUL,
[0 HECKONbKUX COTeH. K npumepy, YMCN0 reHOB FTMCTOHOB Y Pa3HbIX BUAOB B OTAE/bHbIX CEMENCTBaxX
Konebnetca ot 10 go 1200, reHoB TPHK — o1 6 go 400, reHoB 5SPHK — ot 200 go 24000, reHoB
o-rnobunHoB — ot 1 go 5, B-rnobunHos — oT 2 ao 7. K uncny 6enkos, KoANPYEMbIX MYAbTUFEHHbIMMU
CeMeNCTBaMM, KPOME YKa3aHHbIX Bbllle, OTHOCATCA aKTUHbI U TYOY/INHbI, UTPatOLLME BaXKHYIO PO/ib B
NOABUXKHOCTU KNETOK, KO/I1areHbl COeANHUTEIbHOM TKAHU, HEKOTOpble BeKM KNeTOUYHbIX MembpaH
M CbIBOPOTKM KPOBM.

KﬂaCCVId)MKaLI,VIFI MHONBMAYAJ/IbHbIX TEHOB B cemeiicTBa no3BonseT ncenenosarenam onncbiBaTb
HOBbl€ FeHbl Ha OCHOBAHUWN UX CXOACTBA C yXKe M3BECTHbIMM MNpeacrasuTenamm 1oro Nan MHOro
cemelicTea. To ecTb MCnosb3yeTca CXxoacTeo HyKI'IEOTM,CI,HOﬁ nocnenoBaTte/sibHOCTU BHOBb Hal‘/JIAEHHbIX
reéHOB C XapaKTEPHbIMUN HYKNEOTUAHBIMU NOCNELO0BATE/IbHOCTAMMU YKE U3BECTHBIX TEHOB. HaﬁAEHHOG
CXoACTBO NMNO3BONIAET UCCnenoBaTesiIaAM Npeanos1OKnUTb d)yH KUUno 6en Ka, KOoanpyemoro HoBbiMm reHoOm.
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MYTALUU U 300POBbE

Ymo makoe mymayus 8 2eHe U KaK OHU
npoucxoosm?

MyTaummn B reHax — 3TO MOCTOAHHO npoucxogAawme nameHenma B JHK nocnegosatenbHoCTH
reHa. MyTaumm MOXKeT ObiTb MOABEPXEH KaK eAMHWYHbIA anemeHTapHbii [AHK 610k (OHK
OCHOBaHMeE) TaK M BONbLLOK CErMEHT XPOMOCOMb!.

leHeTUYeCKMe MyTaummn MoryT BbiTb NpMoBpPeTEHbI ABYMA MYTAMMU: OHM MOTYT ObITb MNOYYEHbI
Hac/neACTBEHHbIM MyTEM OT POAMUTENEN WU Ke NPOU30ONTU B TeYEHME KMU3HU. MyTaumu, KoTopble
nepeaaTcs oT poautens pebeHKy, HasblBatOTCA HACAEACTBEHHbIMM MYTaLMAMM. ITOT TUM MyTaLLMM
OCTaeTcA Yy MHAMBMUAA Ha BCHO YKM3Hb B KaXKA0W KJeTKe opraHusma.

MyTaunm, KoTopble NPOU3OLIAN Y¥Ke B ANLEKNETKE WAM CMepmMaTo3ounae, Wam cpasy nocne
ON/I0A0TBOPEHUA Ha3blBAlOTCA HOBbIMKM (de novo) myTaumamu M 6yayT obHapy»KMBaTbCA BO
BCEX KNeTKax opraHvama. De novo myTaumm moryT o6bACHUTb reHeTuyeckue 3abosneBaHMA UM
OTKNOHEHUA y pebeHKa, Npu OTCYTCTBUM CEMENHOW UCTOPMM 3TOro 3a60/1eBaHMA.

MpuobpeTeHHble (MAKM comaTUdecKkme) myTaumu npoucxoaat B AHK nHAnMBMAYyaNnbHOM KNETKK
B KAKOM-TO nepuos, BPeMeHW Ha MPOTAKEHUM XKU3HM 4yenoseka. puobpeTeHHble mMyTauuu B
COMaTUYECKMX KNeTKax He MOryT BbITb NepesaHbl CneayroLlemy NoKONEHWIO.

MyTaunm MOTyT TaKKe MPOU30NTU B eAUHUYHOWN KNEeTKe Ha CTaguu paHHero ambpuoHa. Tak
KaK BCe 3TU KNETKN AeNATCA BO BPEMSA POCTa U Pa3BUTUA OpraHM3ma, MHAUBKA 6yaeT MMeTb YacTb
K/IETOK C MyTaUMAMM, TOTAA KaK Apyras yactb 6yaet 6e3 reHeTUYeckux usmeHeHuin. Tako BapuaHT
Ha3bIBAETCA MO3aULU3MOM.

HeKoTopble reHeTUYecKMe W3MEHEHWs O4YeHb Peaku, Apyrue, HaobopoT, npomucxoaat
[OCTAaTOYHO YacTo B nonynauuu. NeHeTUYecKne M3MeHeHUs, KoTopble Mpoucxoaat bonee yem y
1% nonynaumu, Ha3bIBAOTCA NOMMOPOUIMAMM N XaPaAKTEPM3YIOT HOPMa/IbHYI0 BaprabenbHOCTb
OHK B nonynaumn. Moanmopdmam OTBETCTBEHEH 33 MHOMKECTBO HOPMAJIbHbIX OTANYMI MeXAY
NOAbMM, TAKMX KaK LLBET /133, BOJIOC M Fpynna KPOBW. XOTS MHOXECTBO NOIMMOPGU3MOB HEe UMEetoT
oTpULaTENbHOTO 3ddEeKTa Ha MePCOHANbHOE 340POBbE, HEKOTOPbIE U3 3TUX BapUaLMiAi MOTYT BAUATb
Ha PUCK Pa3BUTUA onpeseneHHbIX 3a601eBaHu.

Kak mymayuu 8 2eHe mo2ym noenuams Ha
300poe8be YesnoseKka?

HopmanbHoe GYHKLUMOHMPOBAHME KaXKA0M KNETKM 3aBUCUT OT ThICAYM BENKOB, KOTOPbIE LK HbI
6bITb B HYXHOM MecCTe B Hy)XHOe Bpems. MIHorga mMyTauum B reHax He MO3BOASIT O4HOMY WU
HECKONbKMM 6enkam paboTaTb A0/KHbIM 06pa3som. BHOCA M3MEHEHUSA B FeH, MyTaums TeM CaMbiM
MEHSET MHCTPYKLUMIO ANS CMHTe3a 6enka Takum o0b6pasom, uTo 6es1oK nepectaeT GyHKLMOHMPOBaATb
NpPaBUIbHO MAKN BOOBLE He cMHTe3MpyeTca. Korga myTaumsa HapyLwaeT CTPYKTYpy 6esKka, KoTopbil
BbIMO/IHAET BaXKHYIO QYHKLMIO B OpraHM3mMe, HapyLlaeTcs HOpMasibHOe pPa3BUTME OpraHM3mMa Uau
e NoABAATCA MeOUUMHCKME OTKNOHEeHMA. Takme U3MeHeHus, 0byCNoBlEeHHble MyTauuen B
OAHOM MM HECKONIbKMX TEeHAX, Ha3blBatOT reHETUYECKMMM OTKNOHEHUAMM.
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B HEKOTOPbIX C/y4yasax MyTaUMW B T€HAX MMEHT HACTO/MbKO TAXKe/ble NOCNeACTBUA, YTO OHU
npeaoTBPALLAOT Pa3BUTUE IMOPMOHA. ITU MU3MEHEHUS NPOUCXOAAT B reHax, KOTopble y4acTBYIOT B
KOHTPO/IE PaHHUX CTaguni Pa3BUTUA SMOPUOHA, U MO3TOMY MX NOBPEXKAEHNE HAPYLLAET HOPManbHOe
pa3BuTME IMBPMOHA. TaK KaK 3TV MyTaLMmM MMEeIoT LL0CTaTOYHO CEPbE3HbIN IPPEKT, UX CYLLECTBOBAHNE
HECOBMECTUMO C }KU3HbIO.

Ba*KHO, 4TO reHbl camn no cebe He BbI3blBAOT 3a60/1eBaHMUA — FEHETUYECKME OTKIOHEHUS
BbI3blBAOT MYyTaluuMU, KOTOPblIEe HapPyLlaoT d)yHKLLMlO reHoB. [JnAa npumepa, KOrga KTo-TO rOBOPWUT,
YTO HEKTO MMeEeT reH MyKoBmcumaosa, 06bIYHO nogpasymeBaeTcAa: MyTUpoBaHHAaA (MBMEHeHHaﬂ)
BepCnA reHa MyKoOBUCLLMA03a, KOTOPaA U ABNAETCA I'IpMHMHOVI 3aboneBaHuA.

HAelicmeumenbHo au 8ce Mymayuu 8 2eHax eauaom
Ha 300posbe YenoeeKa?

HeT, To/IbKO MaNeHbKUIM NPOLEHT MyTaLUi Bbi3bIBAET reHeTUYECKNE OTKNOHEHNA — B60NbLIMHCTBO
MyTaLMA He OKa3blBalOT HUKAKOrO BAMAHWA Ha pa3BuUTUE U 340poBbe. 1A npumepa: HeKoTopble
MYTaLMN U3MEHSAIOT HYKNEOoTUAHYH0 NOCNeA0BaTeNbHOCTb reHa, HO He U3MeHAT GYHKUMIo benKa,
CO3[aHHOTO MO ero MHCTPYKLMK. YacTo MyTaLLMK, KOTOPbIE MOTYT BbI3BaTb FeHETUYECKME OTKOHEHMS,
UCNPaBAAIOTCA onpeaeneHHbIM TUNom depmeHToB nepesd TeM Kak reH byaeT sKcnpeccupoBaH
(nepepn cnHTE30M 6EnKa).

Kaxkpan KneTka MUMeeT HECKOIbKO MeXaHM3MOB Y3HaBaHMA U UCMPaBAeHMA OWKBOK (MyTaLmiA)
B AHK. Tak Kak AHK moxeT bbiTb noBpexaeHa WUAM MyTMPOBAHA Pa3/IMYHbIMK BO34ENCTBUAMM
(Hanpumep: pagmaums, BO34ENCTBUE XMMMUKATOB U T.M.), TO MexaHn3m ucnpasneHuns AHK owmnbok
ABNAETCA BaXKHbIM 3BEHOM B 3aLLUTE OPraHM3Ma OT reHeTU4ecKmx 3abonesaHui.

OueHb HebOo/IbLLIOW MPOLEHT BCEX MyTaUWi B AEUCTBUTE/IbHOCTU MMEET  MOJOXUTE/bHbIN
adPeKT. ITM myTauMm BeaAyT K HOBOM Bepcum 6eslkoB, KOTOpPbie MOMOraloT OpraHM3mMy WU ero
nocneaylowmMm reHepauusam fydlle aganTupoBaTbCA K M3MEHEHUIO OKpysKatowen cpedpl. Ons
npumepa, nonesHble MyTauum MOTyT NPUBECTU K TOMY, YTO 6enoK byaeT 3awmLiatb opraHMsm ot
HOBbIX LUTAaMMOB HaKTepuii.

Kakue munsl mymayuli 8 2eHax 803MOXCHbI?

NocneposaTtenbHocTb reHa B AHK moxeTt 6bITb U3MEHEHA HECKONbKUMMU nytamu. MyTtauum B
reHaxX OoKa3blBakoT pa3HbIl‘;1 3¢¢EKT Ha 340pPOBbE 1 3aBUCAT OT TOIO, B KaKNUX reHax OHU npousownn n
n3MeHAeTcAa in dDYHKU,MH 3Tnx 6enKos.

BblgensaioT cneayowme TMNbl MyTauuii:

MwucceHc-myTauum

3TOT TMN MyTauuii obycnoBneH 3ameHon ogHoro HK-ocHoBaHUs Ha apyroe (Hanpumep 3ameHa
T Ha C, unu I Ha A), B pesynbTaTe Yero NpomMcxoamT 3aMeHa OfIHOM aMUHOKUCAOTbI Ha Apyryto B
6enKe, KOAUPYEMOM STUM FrEHOM.
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MucceHc-myTauus

OpuruHanbHbin koa AHK Ans aMUMHOKUCNOTHON NOCNEA0BATENLHOCTA
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MOXET np Hewucnp " 6enok

HoHceHc-myTauum
HoHceHc-myTaumm Takke obycnosneHbl 3ameHoi ogHoro AHK-ocHoBaHuUA Ha apyron. OaHakKo
TaKaa 3ameHa NpUBOAMT K paHHel OCTaHoBKe cuHTe3a benka. B pesynbrate cuHTE3MpyeTcA
KOPOTKMIA 6ENOoK, KOTOPbI MOXeT GYHKLMOHUPOBaTb HeHaA/lealwmum obpasom Uam Booblue He
byanet pyHKLMOHMPOBaAT.
HoHceHc-myTauus

OpurnHanbHbii koa AHK Ans aMMHOKMCNOTHOM NocneaoBaTensHOCTU
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Benok HenpaeunbHas nocneaoBaTensHOCTb
NPUBOAMT K OCTAHOBKE CuHTE3a Benka

BcraBKu, MHCepumKn

BcTaBKa O4HOMO MM HECKOJIbKMX HYKNEOTUAO0B U3MeHAET KonnyecTso HK-ocHoBaHWU B reHe.
B pesynbTaTe cMHTE3NPYEMbIN 60K, KOTOPbI KOAMPYETCA STUM FeHOM, MOXKeT GYHKLMOHUPOBATb
HeHaasexawum obpasom.

BcraBoyHas mytauus

OpurnHanbHbii koa AHK Ans aMUHOKMCNOTHOW NOCNEeAoBaTENbLHOCTU
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Oeneunn

nOTepﬂ O4HOIo NI HECKOJIbKMX HYKNEOTNAO0B B NOCNEO0BATE/IbHOCTU FEHa. Ll,eneu,MM MoryT
npmneoanTb K U3IMEHEHUIO (I)yHI-(LI,MVI CUHTE3NPYEMOTO 6enKa, KoAnpyemoro reHom, B KOTOpPOM
npouvsowna geneuua.

[eneuus
OpuruHanbHbin koa AHK Ana aMUMHOKMCNOTHOW NnocneaoBaTenbHOCTU
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AMUHOKUCNOTa Moteps
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HenpasunbHaa amuHokucnoTa,
KOTOpPas MOXET NPOM3BECTU HEUCNpaBHbIn 6enok

Oynnukaums

YaBoeHue, AynanKauum

MyTaums, Hapylaloowas CTPYKTYpy  XPOMOCOM,
npeactasnser coboi yABOEHME yyacTKa XPOMOCOMbI,
COAEPXKALLErO reHbl. ITOT TUM MYTaLMU MOXKET U3MEHATb  Xpomocoua —

bYHKUMIO cCMHTe3Mpyemoro besika. S :

MyTau‘MM co CABV"'OM paMKM CUUTbIBAHUA :|~ﬂynnuxauuu vyactu AHK
OTOT TMN MyTauuMK, KOraa BCTaBKa, unu geneuma AHK

OCHOBAHWW MNPUBOAUT K USMEHEHMUIO NOCNEA0BaTENbHOCTH
CYMUTbLIBAHUA CUHTE3Mpyemoro 6enka Ha pubocome.
OTKpbITasa pamKka cuntbiBaHua (OPC, Open Reading Frame,
ORF) — nocnepoBaTenbHOCTb HYKAEOTUAOB B COCTaBe
OHK nnan PHK, noteHumManbHO cnocobHas KogmpoBaTb 6en10K. OCHOBHbIM MapamMeTpoM Ha/Myus
ORF cny»KuT oTcyTCTBME CTOM-KOAOHOB (B 60/1blUMHCTBE ciyyaeB — TAA, TGA u TAG) Ha 4OCTaTOUYHO
NPOAO/IKUTE/IBHOM YYacTKe MocC/ieA0BaTe/IbHOCTU NOC/AEe CTapTOBOrO KOAOHa (B MogaBastoLLem
cnydae ATG). PamKa cuMTbiBaHMA COCTOMUT M3 TPYNM MO TPU HYKNEOTMAA, KaXKAbli M3 KOTOPbIX
KOOAMPYET OAHY aMUHOKMUCNOTY. MyTauumn cABUra PamKy HapyLLIAKT FPYMNMNMPOBKY STUX OCHOBaHWI
W MEHSAIOT NOCNef0BaTeIbHOCTb KOAMPOBAHUA aMUHOKMC/OT. B pe3ynbTate cMHTE3NpPYyeMblit 6enok
06bIYHO HedYHKUMOHANEH.

MyTauus casura pamku CHYMTbIBAHUSA
OpuruHanbHbin koa AHK Ans aMMHOKMCNOTHON nocneaoBaTenbHOCTU
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Moxcem nu usmeHeHue Koau4yecmed 2eHo8
noenusaAmeo Ha 300poebe YyenoseKka?

Ntoay meroT age Konum 60/bLLMHCTBA FTEHOB — MO OAHOMN KOMUM OT KaXKAoro us poauTenem.
B HEKOTOpbIX C/yYaax KOJMYECTBO KOMWUI reHa BapbMpyeT, TO eCTb MHAUBUA, MOMKET POAUTLCA C
ogHoW, Tpems n bonee KonNusMM ogHoOro reHa. MeHee peaKo Korga OAMH MAW HECKONbKO FreHOB
MOTYT UCYE3HYTb M3 reHoMa. ITW C/yYau HasbIBalOTCA Bapuauumn ymcna konuit (aHrn. Copy num-
ber variation, CNV) — otmanume uHamsmayanbHbix [OHK nocneposatenbHoOCTEN opraHM3ma Mo
yncay Konuii. Bapraumm yncna Konum ssBAAKOTCA Pe3ynbTaToOM UHCEPUUIA, Aeneunii U aynankauuii
6onbwnx cermeHtoB AHK. 3Tn cermeHTbl AocTaToyHO BonbliMe, M BKAKOYAOT reHbl. Bapuaumm
yncna Konuii MoryT BAMATb Ha aKTUBHOCTb FeHOB U QYHKLMKM OpraHn3ma.

Bapvaumm uymMcna Konuii reHOB 3aHMMAOT 3HAUYMTE/IbHYIO YacTb FeHETUYECKUX Pas3inyni
mexay noabmu. bonee 10 % AHK yenoseKka oT1M4aloTCA MexAay N0AbMM BapuaLmen Ymcna Konui
reHoB. Toraa Kak 60/bllan YacTb 3TUX BapualMii HUKaK He BAMAET Ha 340p0Bbe, HekoTopble CNV
NoBbILWAOT PUCK Pa3BUTUA 3aD601eBaHNA U M3MEHAIOT OTBET OpraHM3Ma Ha siekapcTea. B byayuiem
nccneposatenn byayT GOKYCMpPOBaTLCA Ha BapmaLMaX YMCAa KOMUIM B Pa3NIMYHbIX YYacTKax reHoMa
YyesloBeKa M M3y4aTb UX BKAAA B pasfinyHble TUMbl 3abonesaHui.

Moxcem nu usmeHeHuUe Koau4yecmeda XpoMoCOM
noenuamos Ha passumue 3aboaesaHull u 30opoebe
Yyenoeeka?

KneTtkn yenoseka B HOpme coaep:aT 23 napbl XPOMOCOM, BCEro 46 XpoOMOCOM B KaxKAoM
KneTke. M3MeHeHWe YMcaa XPOMOCOM MOXKET ObiTb MPUYMHON Npobaem, CBA3AHHbLIX C POCTOM,
pa3BuTMem n GyHKLMOHMPOBAHNEM CUCTEM OPraHM3ma. ITM UIMEHEHUA MOTYT NPOUCXOAUTb B XO4e
bopMMpPOBaHMA NONOBbIX KNETOK (AMLLEKNETKM U CNEepMaATO30MA0B), Ha PAaHHUX CTafMAX PA3BUTUA
3MBPMOHa MM B HEKOTOPbIX KNETKax Moc/ie poxaeHua. MNotepa uam ysenmyeHme Xpomocom OT
CTAHAAPTHOrO Konmyectsa (46) Ha3blBaeTCA aHEYNNOANEN.

Haunbonee pacnpoctpaHeHHoW GOPMOI1 aHeyn 0aMm " e
ABNAETCA TPUCOMUA, NN HAZIMYMNE NINLIHEN XPOMOCOMbI B Henosera
KneTKax (Tpu Konuu onpeaeneHHoON XpOMOCOMbI B KeTKe 1 2 3 ‘ s
BMECTO ABYX Konui B Hopme). CuHapom [layHa aBnseTcs “

NPYMMepPOM TPUCOMMM MO 21 XPOMOCOME B KayKA0M KNETKe, “ “ “ “ “ ii
TO €CTb 3TW MAUMEHTbI UMEIT TPW Konnn 21 Xpomocombl, @ © 7 e ° ©oom 2

BCero 47 XpOMOCOM Ha KJIeTKY. ii “ “ “ “ "
16 17 18
13 14 15

MoHocoMMUA, UAM NoTepa OJHOW XPOMOCOMbI 33
B KJNeTKe - Apyrol Bug, aHeynnoguun. [MaumeHTbl ¢ ‘15 . ‘21‘ ‘2? “ ii
MOHOCOMMEN MMEIOT TO/IbKO OZHY KOMWIO OnpeaeneHHoM AyTocoms Koot PN

XPOMOCOMbI BMECTO ABYX Konui B Hopme. CUHApPOM
TepHepa ABAAETCA NPUMEPOM TaKoM NaToNornu. HKeHLWmHbI C cMHApPpOMOM TepHepa 06bIYHO MMELDT
TONbKO OAHY KOMUIO X-XPOMOCOMbI B KaxKA0M K/IeTKe, a BCero 45 XpomMocom B KneTKe.
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Tpucomus -
CuHapom JayHa
(TpcomMusi 21 XpOMOCOMbI)

1 2 3

13 14 15

19 20

AononHUTeNbHaA
21 xpomocoma

TR

AyTOCOMBI

4
6 7 8 9 10 11

16 17

5
12

18

'; wnu Ii

XX (reeHckmi) XY (MyKCKOR nos)
Monoeble XPOMOCOMbI

OyeHb peaKo, KNeTKa COAEPHKUT U3BbITOK MOSHOIO
Habopa Xpomocom. KneTkm ¢ [onoNHUTENbHbIM
Habopom Xpomocom, BCero 69 Xpomocom Ha
KNETKY, Ha3blBalOT TPUMNAOUAHBIMU. KNeTku ¢ AByms
[ONOMHUTENbHLIMM Habopamu xpomocom, Bcero 94
XPOMOCOMbI, Ha3blBalOT TETPANAOUAHBIMMU.

Ycnosus, Korga KaxXaanA KN1eTKa nmeet
p,OI'IO/'IHMTe}'IbeIﬁ Ha6op XPOMOCOM, HECOBMECTUMbDI
C XXU3HbIO.

B HeKoTOpbIX CAy4yasx M3MeHeHWe uucaa
XPOMOCOM  MOXET  MNPOUCXOAUTb  TONMbKO B
onpefieneHHbIX KneTkax. fABneHue, Korga y MHaMeuaa
OBe Uan 6onee KNEToUYHble NONyAALUM C PAa3ANYHbBIM
HabopOM XPOMOCOM,  Ha3biBAlOT XPOMOCOMHbIM

MO3anLM3MOM. XPOMOCOMHBIA MO3aULUM3M MOMKET MNPOU3ONTU BCAeacTBMe OWwKuboK npu
aeneHnn Knetok. Hambonee pacnpocTpaHeHHas

CUTyaums, Koraa HeKoTopble

KNeTKn

HOpPMasbHbIA Habop 13 46 xpomocom.

Mo3anumsam  cuHapoma

X-Xxpomocombl,
06bIYHbIN

Torga
Habop

cTepTble popmbl.

XPOMOCOM.
MO3auLUM3Me KNacCMUYecKMe NPUsHakm CUHAPOMA
TepHepa MOryT OTCYTCTBOBaTb, NMpeobnaatoT ero

TepHepa
6bITb MPUMEPOM TaKOM CUTYaLMWU. Y JKEHLMH C
TaKMUM CUMHAPOMOM HEKOTOpble KNEeTKM UMetoT
45 Xpomocom, TaK KakK OTCYTCTBYeT OAHa Konus
Kak oOCTa/bHble MMelT
Mostomy

nmeroT
JINLLIHIO XPOMOCOMY MM, Ha0bopOT, HeEAOCTAaTOK
Xxpomocombl (Bcero 45 unm 47 XpomMocom Ha
KNEeTKy), Toraa KakK oOcCTa/jibHble K/AEeTKU UmetoT

MoXeT

0~
1. 2: 5 4: 5‘
0 00 A0
TTRIE LR LR IT
13 14 15

333 835 i3 333 ii; - Ig.
19 20 21 55

XXX ‘ é XXY
wu

npwu

MHoOKecTBO PaKOBbIX KNNIETOK TaKXe MMEeKT pa3/InYyHOE KONTN4eCTBO XPOMOCOM. OTN n3MeHeHuA
He ABNIAKOTCA HacneaCTtBEHHbIMU, OHU MOTYT NPOUCXOOAUTb B COMAaTUYECKUX K/ZIETKAX B Xo4e POoCTa U
Pa3MHOXeHNA ONyX0/s1eBbIX KNETOK.

MoHocomms -
CuHapom

1 2 3
6 7 8 9 10

ii ii ii 16
13 14 15

19 20 21 22

AyTtocombl

LLlepLueBckoro-TépHepa i i l i
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11 12
17 18

_yTpata
BTOpON
nonoeoi
XPOMOCOMbI

X

MonoBble XpOMOCOMbI
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HOPMaJ‘IbHaF] KneTka ¢ 46 XpoMomMcomMamMn
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OTcyTeTByOWanA
X xpomocoma

KneTka ¢ 0TCyTCTBYIOLLEN XPOMOCOMON

XpOMOCOMHBI
Mo3anLu3M
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Moz2ym nu usmeHeHUAa CMPYKMypbl XpOMOCOMbI
rnoeausAms Ha 300posbe YesnoeseKka?

MN3meHeHUa CTPYKTYpbl XPOMOCOM MOTyT Bbi3BaTb MNpobJeMy C pPOCTOM, PasBUTUEM U
GYHKUMOHMPOBAHMEM OpraHusma. 3TM M3MEHEHMS MOryT 3aTparMBaTb MHOMKECTBO TEeHOB Ha
XPOMOCOME U, TaKUM 06pa3om, HapyLaTb HOPMabHbI cUHTE3 6enKoB. CTPYKTYpHbIE U3MEHEHUS
MOTYT MPOUCXOAMUTL B XO4e GOPMUPOBAHUA ANLLEKNETKM UIN CNIEPMATO30MA0B, B paHHEM nepuoge

3N\6pMOHaﬂbH0r0 Pa3BuTUA U B Nobon KneTke nocne POXAOeHUA.
g

Xpomocoma B

YyacTkn JHK moryT 6biTb neperpynnupoBaHbl
BHYTPM OOHOW XPOMOCOMbI WU MepeHeceHbl
Ha Apyryto xpomocomy. IdPeKT CTPYKTYPHbIX
nepecTpoek 3aBUCUT OT UX pasmepa w
MEeCTOMNOJIOXKEeHUA. HekoTopble M3MeHeHUA MOryT
6bITb NPUYNMHON MEANULNHCKUX NPoBaeM, Toraa Kak
OCTa/ibHble MOTYT BOOOLLE HE OKA3blBAaTb HUKAKOIO
adpdeKTa Ha 340p0OBbE. Xpomocoma A

f

Cb6anaHcupoBaHHas
TpaHcriokaums

CTPYKTYpPHble U3MEHEHUA B XPOMOCOME.

XpOMOCOMBI OT BTOPOrO
poauTens co cGanaHcupoBaHHOI
TpaHcnokauvei

HopmanbHble XpoMocomb!
OT NepBoro poauTens

TpaHcnokauuu

ﬂpm TPaHCNOKaUuunM 4YaCTb XPOMOCOMbI coegnHAeTcA C
,a,pyroﬁ YaCTblo TAKOM e UM OTIMYHOM OT Hee XPOMOCOMbI. 370
npmneoaAUnUT K USMEHEHUIO MOCN1eA0BaTE/NIBHOCTU PACNO/IOKEHHbIX
Ha XpPOMOCOMax reHoB M MOXeT ABUTbCA I'IpMLIVIHOVI pPa3BnTUA
Cepbe3HbIX reHeTn4yecKunx 3360ﬂeBaHMl7|, Hanpumep,
XpOHMHeCKOﬁ MMGJ‘IOM,CI,HOVI nenkemnu. Tpchnor(au,vm MoXeT
bbITb C5a/'|aHCMpOBaHHOI71, KOorga He npouncxoauTt notepA
reHeTn4eCcKoro martepuana KneTkon. Ecnm nponcxoanT nortepA
U yTpaTa reHeTU4eCKoro martepwmana, To 3Ta TPaAHCNAOKauuA

OnuCbIBaeTCA Kak HecbanaHCcMpoBaHHas. Hecbarnarouposaniian
TpaHcnokaLus
Henevums

Oeneunn

Jeneumm — XpPOMOCOMHbIE MEPECTPOMKKU, NPU KOTOPbIX !
NPOUCXOANT MNOTEPA Y4aCTKa XPOMOCOMbI. Jeneumm moryT 6biTb - -
60MbWMMN U MANBIMKU, U MOTYT MPOUCXOANTb B Ntobom mecTe g’zgg';;g';‘m§ iyfpmm
XPOMOCOMbI. ’ (e

p,ynl'IMKaUMM Oynnvkaums

yﬂ,BOEHMe nponcxoauT Toraa, Koraa 4acCtb XPOMOCOMbI
KOMMpyeTca MHOro pas. 3TO0T TMN XPOMOCOMHbIX U3MEHEHUN
npmneoanT K MNOABAEHUKD JIMWLIHUX KOMWIA reHeTUYeckKoro
mMmaTepuana B yaBOEHHOM CErMeHTE.

AynnuumpoBaHHbli

reHeTUYecKui
f matepuan
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UH Bepcuun MapaleHTpudeckast UHBEpPCHS!

MepecTpoiKkM  XPOMOCOM, CBA3aHHble C MOBOPOTOM
xpomocom Ha 180 rpagycoB. [eHeTUYECKMIA maTepuan npu uempwepa\g !
3TOM MOXET U He BbiTb noTepaH. KnaccuduuMpyloT napa- u  swemsme |
NnepuLLEHTPUYECKME WHBEpPCUU. B cnyyvae napaueHTpuyecKkon l Viecpoun
WHBEPCUWN MPOUCXOAAT ABa Pa3pbiBa XPOMOCOM, 0ba no ofHy '
CTOPOHY OT LLEHTPOMepbl. YYacToK MeXay ToYKaMu paspbiBa
nosopauymsaetcs Ha 180 rpaaycos. [pu NepULEHTPUYECKOM
WHBEPCUWU TOYKM Pa3pbiBa PaCMONOXKeHbl MO 0b6e CTOPOHbI OT ] [ ] !
LLEHTPOMEpbI. e H—LP* B § oot

WHBepcus yyacTok AHK
€ LieHTpoMepoif

2 NOBTOPHO
— ’ — BCTaBMeHHbI
v yuacTok [IHK

MepeleHTpuUeckas nHeepcus

M3oxpomocombl

NU3oxpomocombl

M3OXp0MOCOMbI - 3TO XpomocCOomMmbl C AOBYMA
WAEHTUYHbIMW Nnevyamu. Bmecto ogHoro anvHHoro (q)
nae4ya M OA4AHOro KOPOTKOro (p) njaeya M30XpOMOCOMbI
MMEKT ABa AJ/IMHHbIX naedya WA gBa KOPOTKUX. B
pe3ynbrate 3TU HenpaBW/ibHblE XPOMOCOMbI UMEKOT
JINWHKK  KONMKO  HEKOTOPbIX TreHOB W OTCyTCTBUE
OCTaJIbHbIX T€HOB.

2 nneya p
Mneyo p

2 nneva
p q

Mnevo q

AvueHTpuyecKkme Xxpomocombl

B NpoTMBOMOMOKHOCTb HOPMAJIbHbIM XPOMOCOMAM,
KOTOPbIe MMEOT O4HY LieHTpoMepY (LeHTpoMepa - y4acToK
XPOMOCOMbI,  XapaKTepusylowmica  cneumduyeckomn
NnocnefoBaTe/IbHOCTbIO  HYK/JEOTUAOB UM CTPYKTYpOQ).
ONueHTpUYECKas XpoMocoma MMeeT ABe LEeHTPOMEPbI.
3Ta CTPyKTypa HecTabwuibHa M 4acTo COMPOBOXAAETCA B pontoconax [MueHTpreckas
noTepel reHeTUYECKOro MaTepuana. FipeeLl Xpomocoma

MaTepuan

Cnuanue

!
i

2 LieHTpomepbl

|

3

Mo2aym nu usmeHeHuss MmumoxoHopuanvHol AHK
noeausms Ha passumue u 300posbe.

MWTOXOHAPUM - 3TO CTPYKTYPbl BHYTPU KNETOK, KOTOPbIE Y4aCTBYIOT B NPEBPaLLEHUN SHEPTUM
B dopmy, AOCTYMNHYIO ANA KNeTKWU. XoTa b6onblias yactb JHK ynakoBaHa B XpOMOCOMbI BHYTpPWU
A4pa, MUTOXOHAPUM TaKKe MMetoT Hebonbloe KonmyectBo cobcTBeHHon JHK (Takke M3BeCTHOM
Kak mutoxoHgpuanbHas AHK nan mtAHK). B HEeKoTopbix cayvyasx HacneACTBEHHble U3MEHEHUs B
MUTOXOHAPWanbHon JHK moryT Bbi3BaTb NPO6GAEMbI C POCTOM, PAa3BUTUEM U GPYHKLIMOHMPOBAHMEM
OpraHMamMa 4enoBeKa. ITM MyTalUMM HapyLlwalwT CnocobHOCTb MUTOXOHAPUI BblpabaTbiBaTb
3P PEKTUBHO 3HEPTUIO ANA KNETKN.
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MN3meHeHwusn, BbI3BaHHbIE MyTaUUAMM B MUTOXOHAPWaNbHOW JHK, 4yacTo BAUAIOT Ha MHOXKECTBO
OpraHoB YesioBeKa. IToT apdeKT Hanboee 3HaYNTENbHO OTPAXKAETCA HA OPraHax v TKaHAX, KOTopble
TpebyloT MHOTO 3Hepruu (cepaue, Mo3r U mMbiwubl). Hanbonee yacTble Nnpobnembl B pesynbraTe
MyTauuii B MuTOXOHApManbHoi OHK — cnabocTb mblwl, 3aTPyQHEHUA C ABUMKEeHWeM, auaber,
NnoYyeyHasa HeAOoCTaTOYHOCTb, CHUMKEHME MHTENNIEKTYabHbIX cnocobHocTel (gemeHums), aedeKTbl
3peHus u T.n.

B muTOXOHApManbHoi [HK Tak:ke MOryT NpoMCXo4mTb COMaTUUYECKME MyTaluK, KOTopble He
ABNAIOTCA HacneACTBeHHbIMWU. CoOMaTUYeCKMe MyTaumm npomcxoaAat 8 JHK onpeaeneHHbIX KNeTok
B TEUEHME BCEM KM3HU MHAMBMAA U 0BbIYHO HE NepeaatoTca CAeAyoLWMM NOKONEHMAM. TaK Kak
MuUTOXoHApPManbHaa AHK nmeeT orpaHMYeHHY0 CNOCOBHOCTb AA UCNpaB/ieHna camoli ceba npwm
ee NoBPEXKAEHUN, 3T MyTaLUN UMEIOT TEHAEHUMIO HAKaMN/IMBaTbCA B TEYEHWE L0/ITOT0 BPEMEHM.
YacTb 3TUX COMaTMUYECKUX MyTauuii B MUTOXoHApManbHoli [AHK accoummpoBaHa C HEKOTOPbIMM
bopmamn paka U yBEANUYMBAET PUCK Pa3BMTUA 3ab60NEBaAHNI, CBA3AHHbIX C BO3PACTOM, TaKMX KaK
MH}aPKT MMoKapaa, 6onesHb Anbureiimepa n 6onesHb MapkuHcoHa. Kpome Toro, nccaegosaTenm
NpeAnonaratoT, YTO HAKOMJ/IEHNE 3TUX MyTaUMi B TEYEHME BCEMN KU3HWM MHAMBUAA MONKET TAKKe
MMETb 3HaYeHMe B MPOLLECCE CTapeHus.

Ymo maKoe KomnsaeKcHble unu
mynemugpakmopuanoHoie 3aboaesaHus ?

WccnepoBatenn HaxogAat Bce 6osble M 6osblie O0KasaTenbCcTB, YTO Bce 3aboseBaHus
MMEIOT FeHEeTMYECKUA KOMMOHEHT. TakMe paccTpoWiCTBa, KaK CepnoBUMAHOKAETOYHAA aHemus
M MYKOBUCLMA03, O6YyCNOBAEHbI MyTauUMAMM B OAHOM reHe. [puMuMHA MHOMKECTBA APYrux
3aboneBaHuit 6onee cnoxkHaa. Obwas megnumMHcKan npobaema Takux 3aboneBaHuii Kak MHOAPKT
MWOKapAa, AMabeT U OXKUPEHME B TOM, YTO OHU HE MMEIOT OAHOM reHeTUYECKoW NpUYnHbI — bonee
BEPOSATHO, YTO OHM aCCOLMMPOBaAHbI C 3P GEKTOM MHOMKECTBA FeHOB B KOMBMHALLMM C 06Pa30OM KU3HM
M YCNOBUSAMW OKpYy»KatoLen cpeabl. 3aboneBaHuns, pasBUTME KOTOPbIX 06YCNOBIEHO MHOMKECTBOM
($aKTopOoB, Ha3bIBAOT KOMMIEKCHLIMU, AN MYNbTUdAKTOPUANbHBIMM, 3a601eBaHMAMM.

XoTa KomMnaeKcHble 3ab60/1eBaHNA YacTo MMeOT GaMUIbHYIO UCTOPUIO, TO ECTb OAHO U TO Ke
3ab0/1eBaHMeE YaCcTO BCTPEYAETCA B HECKONIbKUX MOKOJIEHUSX OAHOW CEMbM, TEM HE MeHee, 3Tu
3ab60/1€BaHMA He MMEIT YeTKOW Hac/ieaCcTBEHHOM KOMMOHEHTbl. ITO 3aTPyAHAET onpeaeneHue
WHAMBUAOYANbHOTO PWCKA HacnefoBaHWA WM nepefadn 3TMX 3aboneBaHuit. KomnieKkcHble
3ab00/71€BaHMA TaK¥Ke [O0CTAaTOYHO TPYAHO M3y4aTb U JlIeUnTb, TaK KaKk cneumduyeckme dakTopbl,
KOTOpble MOryT 6bITb NPUYMHON BONbLUMHCTBA 3TUX 3ab0/1eBaHN He naeHTUdMLMpoBaHbl. OgHaKo,
B 6aMrKalwee Bpema nccaeaoBaTenm npeackasanm, 4To oHm 6yayT cnocobHbl HATM OCHOBHbIE FeHbl,
BK/1aZ, KOTOPbIX Hanbonee 3Ha4YMM 4711 60/bLUMHCTBA PACNPOCTPAHEHHbIX C/I0XKHbIX 3a60/1€BaHNA.

Kakyro uHgopmayuro moxcem 0ams cmamucmuKa
0719 2eHemuKu?

CratucTMYecKkne A4aHHbIe MOTyTAaTbob LY MHDOPMALMIO 0 pacnpocTpaHeHHoCTU3aboneBaHus,
0 KO/IMYecTBe /IloAeN, CTpadatowmx sTum 3aboneBaHnemM, UAN O TOM, HAaCKO/IbKO BEPOATHO, UTO Y
MHAMBMAA Pa30BbeTcA 3abonesaHne. CTaTUCTMKA He ABASETCA NePCOHUULMPOBAHHOM, OAHAKO OHa
NOCTPOEHa Ha OUEHKe rpynn Atogen. NMpMHMMan BO BHUMaHMWE, YTO Y MHAMBMAA ecTb Gpamu/bHas
nctopus 3abonesaHunn, MeguuUMHCKan UCTOPUA, a TaKKe apyrne GaKkTopbl, reHETUKM MOTYT NOMOYb
MHTEPNPETMPOBATL AaHHbIE CTaTUCTUKM A4 KaXK40r0 NauneHTa.
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HeKoTopble CTaTUCTMYECKME TEePMMUHbI, KOTOpPble LIMPOKO UCMNOAb3YIOTCA ANA ONUCAHUA
reHeTUYeCKUX pUCKoB 3aboneBaHui

TepmuH dopmynupoBKa Mpumep

OxBaT, BCTpe4YaemocCTb BcTpevaemocTtb myTaumm Okono 1 Ha 200 Tbic. Ntoaen
B reHe WU reHeTuyecKoe B KasaxcTaHe poxkaatoTca ¢
OTK/IOHEHME - KOIMYECTBO CMHAPOMOM A KaKAbli rog.
Ntofel, KoTopble POAMANCH
C MyTaumeﬁ MW YKA3aHHbIM an6J'IVI3MTeanO 15 TbIC.
3aboneBaHMEM B YKa3aHHOM M/afeHLUeB ¢ cuHapomom B
rpynne B rog. OxBaT yacTto poaMnnchb B NPOLLIOM roay B
nuwetca B popme “1 Ha Mupe

[uncno] “vnn kak obuiee
KOJIMYECTBO POXKAEHHbIX

PacnpocTpaHeHHOCTb PacnpocTtpaHeHHOCTb MyTaumm - MpubansuntenbHo 1 Ha 100
oblee KonnyecTso nogen B TbiC. YesioBek B KasaxcTaHe
yKa3aHHOM rpynne B faHHOe UMEKT CMHAPOM A B
BpemsA, KTO UMeeT MyTaumio HacToAwee Bpema. Okono 100
WAN OTK/IOHEHME. ITOT TEPMUH | TbIC. LETEN B MUPE UMEIOT
BK/IlOYAET KaK BNepBble cuHapom B B HacToAwee
OMNArHOCTUPOBAHHbIE, Bpems

TaK M yCTaHOB/IEHHbIE
cayyam 3aboneBaHUM
nogen nroboro Bo3pacra.
PacnpocTpaHeHHOCTb YacTo
nuwetcs “1 Ha [umcno]”
WU/IN KaK oblliee KonnyecTso
4YMCNI0 NItOAEN C AAaHHbIM

3aboneBaHmem
CmepTHOCTb CmepTHOCTb - 3TO Konndyectso | MpubaunsuTtensHo 12 Thic.
CMepTen OT YKa3aHHOro Ye/I0BEK B MUpPE YMEpP/Oo C

3aboneBaHuA B yKazaHHoM rpynne | cuHapomom C B 2003 rogy
B rog. CMepTHOCTb 06bIYHO
yKa3blBaeTcsa Kak obuee
KONNYECTBO CMePTEN B rof

*KM3HEHHbI PUCK Pa3BUTUA MU3HEHHbIV PUCK - MpubnusutensHoy 1 %
CpesHUA PUCK pa3BUTUe npoLeHTa ntoaen B KazaxcraHe
cneunduyeckoro 3abonesaHua | passmBaeTca 3abonesaHue [

B HEKOTOPbIN Nepuos KU3HU. | B TeueHMue Bce *KU3HU. PUCK
KM3HEHHbBIN PUCK YacTo pa3suTua 3abonesaHua [
YKa3blBaOT KaK NMPOLEHT Naun cocrasnsaet 1 Ha 100

Kak “1 Ha [umcno]”. BaxkHo
NMOMHMUTb, YTO EXKEroHbIN
PUCK MU AECATUNETHUN

PUCK HAMHOTIO HUXe,

YeM XKU3HEHHbIN puUCK. B
[ononHeHue: apyrve Gaktopbl
MOTYT YBE/IMYNBATb UIN
CHU¥KaTb NEPCOHANbHbIN PUCK
Nno CPaBHEHWIO CO CPeaHUM
ynciom

Kak ob6o3Hauyaromca 2eHemu4yeckue OMK/AOHEeHUA U
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2€HbI?

HaumeHoBaHMe reHeTUYeCKNX OTKNOHEHU N

leHeTU4YecKkue 3a601eBaHMA HE Ha3bIBAOT OJHUM CTaHAAPTHbIM CNOCO60M (B OTINYME OT FrEHOB,
KOTOPbIM MpUCBaMBaOTCA opUuLIMaibHOE Ha3BaHME U CMMBOJ CieLManbHbIM KOMUTETOM). Bpaun,
KOoTOopble HabnaalT cembu CO cneundUYEeCKUMU OTKNOHEHUAMMU, 4YacTo ABAAIOTCA NEepBbIMWU,
KTO npeanaraet HassaHue. Paboyaa rpynna sKCNepTOB MOMKET MO3)Ke NepecMoTpeTb HasBaHue
3aboneBaHuMA, 4Tobbl YAYYLWNTb €ro NOAHOUEHHOCTb. HasBaHue 3aboneBaHU C reHeTUYecKom
KOMMOHEHTOM SIBNIAETCA Ba*KHbIM MOMEHTOM, NMOTOMY UYTO OHO MO3BOJIAET TOYHO U 3DEKTUBHO
onpenenatb 0cobeHHOCTU 3a60/1eBaHMA, KOTOPbIE, B KOHEYHOM CYeTe, MOMOrYT Ucc/iea0BaTeNs M
HaxoAWTb HOBble NOAXOAbl K NeYeHnto. HasBaHue reHeTuYeckoro 3abosieBaHMA YacTo NoJsyyaercs
M3 OZIHOTO U/ KOMBMHALUMK CNeayoLINX UCTOYHUKOB:

® OCHOBHOW FreHEeTUYECKUI UanM bruoxmmmudeckuin aedekT, KOTopbI Bbi3biBaeT 3abosieBaHne
(Hanpumep, gednumt anbda-1 aHTUTPUNCKHA);

® O4AuH Un 6onee rnaBHbIX NMPU3HakoB wWan CMMNTOMOB 3aboneBaHusA (HaanN\ep,
cepnoBnaHOKNETOYHAA aHEMVIFI),'

® 4acTu Tena, 3aTPOHyTOro 3aboseBaHnem (Hanpumep, peTuHobaacTtoma);

°*  MMA Bpaya WM MUCCNefOBATENA, YAaCcTO MepPBbIN YeN0BEK, KOTOPbI onncan 3abonesaHue
(Hanpumep, cuHapom MapdaHa, HasBaH B YecTb AoKTopa Antoine Bernard-Jean Marfan);

e reorpadpuyeckan obnactb (Hanpumep, cemenHaa cpeaM3eMHOMOPCKas JIMXOPaKa,
KOTOPOW BblI NoABepKeHbI B OCHOBHOM /II0AM, NPOXKMBatoLLme okono CpegnsemHoro mops);

* 1MA NaLMeHTa UaM CeEMbM C 3abosieBaHNEM (Hanpumep, aMmUOTPODUYECKUIH NaTepabHblii
CKNepo3, KOTOPbIN TaKKe Ha3biBaloT 6osiesHbio Jly fepura, uma 6eincbonncta, mesLIEro AaHHOe
3abonesaHue).

3aboneBaHnn, Has3BaHHble B YecTb OMNPEAENEHHOrO Yes0BeKa WM MecTa, HasblBaloT
anoHMMamMu. KaKk npaBuao, MegUUMHCKME TeHETMKM MCMNOb3YIT HenpuTAMKaTe/lbHylo dopmy,
Hanpumep, bonesHb AnbLrerimepa.

HaumeHoBaHue reHOB

[na Kaxkporo n3BecTHOro reHa oduumanbHoe HasBaHWe M cumBon npuceamsatotca HUGO
komutetom (http://www.genenames.org/) (HGNC). HGNC - HeKkommep4eckas opraHusaums,
buHaHcMpyemana MeauUMHCKMM coBeTOM BenmkobputaHmm 1 HauMOHaNbHbIM MHCTUTYTOM
3poposba CLUA. KomuteT npmucsomn nmeHa 6onee yem 13 000 13 20 000 - 25 000 reHOB 4YenoBeKa.

B xoge nccnenoBaHWMs TeHbl YacTo NMPUMOBPETaAoT HECKOIbKO AO0MO/IHUTE/IbHbIX Ha3BaHWUM U
CMMBOJIOB.
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HACNEAOCTBEHHbIE TEHETUYECKMUE
3ABOJIEBAHUA

Ymo o3Hayaem, ecau ace YsneHbl moel cembu cmpaoarom
00HUM U mem xce 3abonesaHuem?

OCcobeHHOCTbIO HEKOTOpPbIX 6osie3Hel ABNSAETCA To, YTO 3TMM 3aboneBaHMemM CTPafaloT HECKOJIbKO
Y/sieHOB 04HOM cembu. HekoTopble 3a60/1eBaHUsA, KOTOPbIMU CTPaAAOT YeHbl OAHOW ceMbU, 0BYCNOBNEHDI
reHeTUYeCKMMIN MyTauMAMK, CMOCOBHbIMM MepeaaBaTbCa NO HacneAcTsy (oT poguTenei getam). Apyrue
3a6071€BaHUA, KOTOPbIM TaK}Ke MOoABEPXKEHbI YNEeHbl OAHOM CEMbM, MOTYT BbiTb He CBA3aHbl C MyTaLMAMM
B OAHOM reHe. [ina pa3BuUTUA 3TUX 3aboneBaHUi HeobXoAMMa KOMBMHAUNA BHELHMX GaKTOPOB, TaKUX Kak
NUTaHWE NN KOMBUHALMA TeHETUYECKMUX U BHELHUX GaKTOPOB.

OAaHaKo He TaK-To fierko onpeanennTb UMeeT n 3abonieBaHMe B cembe HacneacTBeHHYO npunpoay nan
HeT. [InA 3Toro meAuUMHCKME reHeTUKU o6pau.|,a+0T BHMUMaAHWE Ha CEMEVIHW’O NUCTOPUO MHOnBUAA (COCTOFIHME
340Pp0BbA MHAMBUOA UWYNEHOB CEMbVI). ME,D,MLI,MHCKMﬁ reHeTUK obblYHO 3a4a€T BOMPOCHI 0 340Pp0BbE 4/1€HOB
CeéMbW B HECKOJIbKUX MOKOJZIEHUAX, 06bI4HO ﬂepBOVI, BTOpOVI n Tp6TbEI7I crteneHun poactea.

CTeneHb poACTBa Mpumep
MepBas cTeneHb POACTBA Poautenu, petn, bpatbs u cecTpbl
Btopan cTeneHb poacTea Babywka n geaylwKka, TeTU U AAAU, NAEMAHHULbI U

NAeMAHHUKHN, BHYKU

TpeTba cTeneHb poacTBa [BotopogHble bpaTba

3abonesaHue, nopaxatoLiee YneHoB ceMbm
HekoTopble 3aboneBaHua HabawogatoTcs 6onee Yyem B OAHOM

NMOKONEHUN.

3p0posble
B NopaxeHHble

lloyuemy mak eax<Ho 3HOMb
MeOUYUHCKYIO ucmoputro cemou?

MeanuMHCKas UCTOPUSA CEMbM — 3TO MHGOPMALUA O COCTOSHUN ~
340p0OBbA MHAMBMAA W ero 6/JU3KUX POACTBEHHUKOB (06bIYHO
MeAMUMHCKME KapTbl). MonHas wuctopus 3aboneBaHus BKAOYaeT
MHPOPMALMIO O TPeX MOKOMEHUAX POACTBEHHUKOB, BK/AOYaA AeTel,
bpaTbeB M cecTep, poauTenen, gagen n Teten, NAEMAHHUKOB U
NAeMaHHUL, BHYKOB, AeAylleK 1 6abylek 1 ABOIOPOAHbIX bpaTbheB
u cecTep.

Ha pa3suTtne 3abosieBaHUA BAMAET MHOro GpakTopoB, BK/tOYas
reHeTUYEeCKM KOMMOHEHT, BHELWHIO cpegy M obpas KU3HWU.
BmecTe 3Tu ¢daKTopbl AalOT KAKOY K AMarHo3y 3abosieBaHWA, KOTOPOMY MOABEPXKEHbI YNeHbl 3TOM CeMbU.
BbiaBnas ocobeHHOCTM 3aboneBaHusa cpean POACTBEHHUKOB, MEAMUMHCKUIA TEHETUK MOMKET YCTaHOBUTb
WHAMBUAYANbHbIN PUCK Pa3BUTUSA 3a601€BaHUSA, a TaKKe BEPOATHOCTb 3TOro 3aboneBaHna y ApPYrux Y1eHoB
CEMbM WU/IM BEPOATHOCTb €ro HacnenoBaHuA. M3yyeHue cemerHOW UCTOPUU MOMKET BbiABUTb MHOMBMUAA
C BbICOKMM PUCKOM Pa3BUTUS TaKUX PACMPOCTPaAHEHHbIX 3aboneBaHuin, Kak MHPAPKT MMOKapaa, BbICOKOE
OaBfieHne KpoBu, auabeT U onpegeneHHble TUMbl paka. PasBuTMe 3TUX KOMMJEKCHbIX 3abonesaHuii
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06ycnoBneHo KoMbWHauMel reHeTMYecknx $aKkTopoB, BHELWHWX YCIOBUA UM 0BPA3OM KU3IHM.
CemeliHaa UCTOPUA TaKKe MOXKEeT AaTb MHPOpMauMio o0 pasBUTUKM Bonee peaKux 3abonesaHui,
BbI3BaHHbIX MyTauMel B O4HOM reHe, TakMX Kak MyKOBUCLMA03 U CEPNOBUAHOKIETOYHAA aHEMMUS.

XoTs cemeliHan UCTOPMA NO3BOIAET NOMYYNTb UHPOPMALIMIO O PUCKE Pa3BUTUSA crieludryecKoro
3ab0n1eBaHUA, HanMumMe POACTBEHHUKOB C reHeTUYeCKMMM 3aboseBaHMAMM He 03HavaeT, uTo Y
WMHAMBNAA HEMPEMEHHO pa3oBbeTca 370 3abonesaHue. C Apyro CTOPOHbI, OTCYTCTBME Y MHAMBMAA
cemenHOM UCTOPUK KaKoro - 1Mbo 3aboneBaHnA He 03HAYaEeT, UTO Y HEro HeT PUCKa Pa3BUTUA 3TOMO
3aboneBaHuA.

Ecnn cemeiHas UcTopus 3a601eBaHUA XOPOLIO M3BECTHA, TO MOXKHO NpeanpUHATL Mepbl, 41
TOro, YTobbl CHU3UTL PUCK Pa3BUTUS 3aboneBaHus. [ns nogein ¢ NOBbIWEHHbIM PUCKOM Pa3BUTUSA
onpeseneHHbIX TUMOB paka MeAULMHCKME TEHETUKM MOTYT PEKOMEH0BATb 6oJiee YacTo NPOXoaAnuTb
obcnenosaHue (Mammorpadua UAM KONOHOCKoNKUA) ¢ bonee paHHero Bo3pacta. MeAuUMHCKue
FeHEeTUKM TaKKe MOTyT NPeanoXuTb NPoxXoauTb bosee yacto obcnenoBaHMe UAM TeCTUPOBAHME
NOAAM U3 CeMel, YNeHbl KOTOPbIX CTPagaloT onpeneneHHbiMM 3aboneBaHnamn. Kpome Toro,
M3MeHeHMa obpasa KM3HM, TaKMe Kak 340poBas AueTa, perynsapHoe obcnesoBaHMe U OTKas oT
KYPeHUA, nomoratoT 60/1bLUMHCTBY NHOAEN CHU3UTb UX LAHCbI Pa3BUTUA 3ab601eBaHMIN, CBA3AHHbIX C
Ccepae4YHoOCoCyancTo CUCTEMON UK APYTUMM PACNPOCTPAHEHHbIMM Kanobamu.

Hanbonee nerkmii nyTb noay4utb MHGOPMaLMIO O CEMENHOW UCTOPMM — 3TO Pas3rosBop C
POACTBEHHWKaMM 06 KX 340p0Bbe. MIMEIOT 1M OHU Kakue-HMbBYab »Kanobbl Ha 340P0BbE M KaK yacTo?
CemeliHaA KOHCy/bTauma - 3TO BO3MOXHOCTb cb6opa nosHoM nHopMaumMM O 340POBbE YNEHOB
cembu. Kpome TOro, MeauLMHCKME KapTbl 3[40P0OBbA YNE€HOB CEMbM MOTYT 3aBEPLUMTb KapTUHY.
Ba<HO NOMNOIHATL Takyto MHGOPMALMIO M PEryAPHO ee nepenasaTb MeAULMHCKUM reHEeTUKaM.

Kak Hacnedyromcsa eceHemuyeckue 3abonesaHus?

HekoTopble reHeTuveckue 3aboneBaHun O6yCﬂOBl'IeHbI MmyTaumAaMmmn B OOHOM TreHe. o1n
reHeTuyeckume 3abonesaHmns 06bIYHO HacneayrTca Nno ogHOMY U3 cneayrouwmnXx BapnaHTOB.

Tun HacnepoBaHUA OnucaHue Mpumep
AyTOoCOMHO- OpHOM MyTUPOBaHHOW (M3MeHeHHOW) Konuu | bonesHb MAHTUHITOHA,
AOMMHAHTHBbIN reHa oT O4HOro M3 poauTenei JoCTaTouHo, | HelpodumbpomaTos

ANA Toro, 4tobbl y pebeHKa NpoABUIOCH
ayTOCOMHO-AOMMHAHTHOE 3aboneBaHue.
Y Kaxporo uHauMBMaa c 3abonesaHvem
06bIYHO OAMH W3 poauTenell MMeeT Takoe
e 3abonieBaHMe. AyTOCOMHO-AOMMUHAHTHOE
3abosieBaHME  BCTPeYaeTca B KaXKaom
NOKONIEHUWN CEMBMU C 3TUM 3abosieBaHMEM.
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AyTOCOMHO-
PEeLeccUBHbIN

[lBe MyTMpOBaHHble Konuu reHa (no ogHoM ot
Kak40ro poauTens) 4OMKHbI NPUCYTCTBOBATb
y pebeHkKa, 4Tobbl NPOSABUIOCH ayTOCOMHO-
peueccMBHoe 3aboneBaHue. O6bIYHO Y
uHaMBMAa c 3aboneBaHWem, poguTenu
He cTpafaloT 3TMM 3abosneBaHMem, TakK
KaK Kakabli MMEeT TO/IbKO OAHY KOmMuio
MYTUPOBAHHOTO reHa. AyTOCOMHO-
peueccMBHoe 3aboneBaHue O06bIYHO He
NPOABNAETCA B KaXKA0M MOKONIEHUM CEMbU C
3TUM 3abosieBaHNEM

MykoBucungos,
CepnoBuAHOKNETOYHAA
aHemums

X-cuenneHHbI
OOMMUHAHTHbIA TUN

X-cuenneHHbI AOMMUHAHTHbIN ™n
3aboseBaHMA CBA3aH C MYTUPOBAHHbLIM
reHom, KOTOpbI JIoKanusyeTtca B
X-xpomocome. HeHwmHbl 6Honee yacto
noasepKeHbl 3a601eBaHMAM, CLEeNAEHHbIM C
X-XpOMOCOMOM, TaK KaK 04HOW M3MEHEHHOM
N OOHOM HOPMa/JIbHOM KOMWUM AOCTaTOYHO,
ytobbl 3aboneBaHWe nposBuaock. Ecau
MY¥KUYMHa yHacnegoBan N3MEHEHHYI0
KOMUO X-XPOMOCOMbI, TO Y HEro NposiBMTCA
3abosieBaHME, TaK KaK Y MYXKUYMH TO/IbKO
ogHa X-xpomocoma. Y 60/bHbIX MKEHLUH
BEPOATHOCTb pOXAeHMA 6onbHOro pebeHKa
coctaBnseT 50% n oanHakoBa Aas go4vepen
M cbiHOBEW. Y 6ONbHOrO MYyXKUYMHbI BCe
noyepun 6yayT 60/bHbI, @ BCE CbIHOBbA byayT
3/10pOBbI

®parmnbHan
X-xpomocoma

X-cuenneHHbI
pPeLeccuBHbIN TMN

X-cuenneHHbIn pPeLeccuBHbIN ™n
3ab0/1eBaHMA TaKKe CBA3aH C MyTauuel B
reHe, KOTOPbI I0KaNM3yeTCs B X-XPOMOCOME.
My>KUMHbI Bonee 4acTo NoABEPIKEHbI STOMY
320601€eBaHNI0, YEM MKEHLLMHbI, TaK Kak OHWU
MMEIOT TO/IbKO OAHY KOMUIO X-XPOMOCOMBbI.
B ocHOBHOM mMopaKatoTca 3TUM  TUMOM
3a60/1€BaHMA  MYMKUMHbI - POACTBEHHUKM
Nno MaTepUHCKOW NNHUK. Y 60NbHOro oTua
BCE CbIHOBbS BYAyT 3/10POBbLI, a BCE A0Yepu
6yayT  HOCUTENbHULAMWU  X-CLENIeHOro
peueccuBHoro 3aboneBaHMs U MOTyT
nepeaatb ero CBOMM CbIHOBbSIM.

remodpunnma

KooOMWUHaHTHbIN TUN

MpY KOAOMWMHAHTHOM TWMe Hac/nef0BaHUS
ABe pa3nYHbIX BEpCUM (annenun) reHa moryTt
SKCNPeccMpoBaTbCs, M  Kaxagaa Bepcua
CUHTE3NPYEeT  HEMHOro  oTauyatowmecs
6enkn. Oba annena BAMAIOT Ha NpoAB/eHNe
3abonesaHuA

ABO rpynna
aebnumnt
AHTUTPUNCUHA

KpOBM,
anboa-1
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MWTOXOHAPMANbHbIM 3TOT TMN Hac/nedoBaHUSA, TaKKe U3BECTHbIM | HacneacTBeHHas
™N KaK MaTepuHCKoe Hac/negoBaHMe, | onTUYecKan

CBA3aH C reHamW, JIOKa/IM30BaHHbIMKU B | HelponaTus Jlebepa
MuToxoHApuanbHon [HK. NMocKkonbKy TONbKO
MWUTOXOHAPUN  AWLLEKNETOK MCNONb3YoTCA
B 3MOPUOHE, TO TONbKO MKEHLIMHbI MOTyT
nepegasatb MWTOXOHAPWAsbHbIE MyTaLUn
cBoMm petam. 3aboneeBaHuA Bcieactsve
MyTauuii B MUTOXOHApUanbHoM OHK, moryTt
NPOABAATLCA B KaXKA0M NMOKOJEHUN CEMbBU U
MOTYT 3aTParMBaTb U MY>KUUH, U KEHLLWH

MHoKecTBO Apyrnx 3aboneBaHWii BbI3BaHbl KOMOMHaUMen 3PPEKTOB HECKONbKMX reHOB
WAUN B3aUMOAENCTBMEM TE€HOB W OKpyXKatowein cpenoin. Takme 3aboneBaHua 6Honee TpyaHO
aHa/NM3MPOBaTb, TaK KaK MX FeHeTMYecKas MpUYMHA 4acTo He ACHa, M WX TUMN HacaefoBaHMA
HEBO3MOXHO KnaccMduLMpoBaTb HM MO OAHOMY M3 OMMCAHHbLIX TUMNOB. pUmepamu TaKux
3a60/1eBaHMI, BbI3BAHHbIX MHOXECTBOM F€HOB W/ B3aUMOAENCTBMEM reHa 1 cpeapbl, MOTyT 6bITb
60/1€3HM CepAeYHOCOCYANCTON cucTemsl, AnabeT, WwnsodpeHnsa 1 onpeaeneHHble TUMbl paka.

3aboneBaHnA, 06YCNOBNEHHbIE U3MEHEHUAMM CTPYKTYPbI UM KOMYECTBa XPOMOCOM, TaKsKe
He Hac/leayoTCAa HM N0 OAHOMY U3 TUMOB, OMMUCAHHbIX BbiLLE.

B aToM nMpumepe, y My>KUYMHbI CayTOCOMHO- B a3Tom npumepe pABa poamTens c
AOMMHAHTHbIM  TUMNOM Hac/NefoBaHWA, ABa ayTOCOMHO-PELLECCUBHBIM 3aboneBaHuem,
NMoparkeHHbIX pebeHKa 1 fiBa 340POBbIX. MMeIT MO OAHOW KOMWW W3MEHEHHOro reHa

(reHa ¢ myTauuveit) ¥ No ogHOM HOpPMaabHOM
KOMuM 3TOro reHa. B cembe oauH pebeHOoK ¢
nposisneHnem 3abonesaHna U TPU 340POBbIX,
HO fABa M3 HWX WME MO OAHOM Komnuu
MYTMPOBAHHOrO reHa (HocuTenn).

AyTOCOMHO-AOMWUHAHTHOE HacnefoBaHue AyTOCOMHO-PELIECCUBHOE HAcNeaoBaHue

MNopaxeHHbIit 3pnoposas Hocutens Hocutens
orey matb oTey MaTb
" L . .
B NopaxeHHble M NopasxeHHbii
| 3poposbie | 3poposelit
B Hocurens

MopaxeHHbln Hocutens Hocutens 3p0posbiii

MopaxeHHbln 3a0poBbi 3A0poBLIM  [opaXeHHbIN petionox goliesox  peleHOK  peDeHON

pebeHok pebeHok  pebeHok peberok
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B 3ToM npumepe Yy MYXKYMHbI C
X-cuenneHHbIM AOMUHAHTHbIM 3a60/1eBaHNEM
ABEe [0YKM C 3TUM Ke 3abosieBaHMEM U ABa
3[,0POBbIX CbIHa.

[omuHaHTHOe HacneposaHue,
CLIENNEHHON C X-XpPOMOCOMOM

3poposas

MopaxeHHbli
otey ' maTb

H MopaxeHHbINn
| 3poposbiit

3poposblit  MopaxeHHas 3pgopoBblit  [MopaxeHHas
CblH AoYb CblH AoYb

B 3TOM npumepe Yy MYXUUHbl C
X-cLenneHHbIM peLeccMBHbIM 3aboneBaHneM
[ABe 340pOBble [0YKM, Y KOTOPbIX MO OZHOW
KOMWUM MYyTMPOBAHHOTO (M3MEHEHHOro) reHa, 1
[Ba 30POBbIX CbIHA, Y KOTOPbIX HET MyTaLMiA.

PeueccuBHoe HacnenoBsatve,
CuenneHHon ¢ X-XpoMOCOMOW

MopaxeHHbIi 3poposas
otey maTtb

Y
B MopaxeHHbIn
B 3a0poBblit
B Hocurens

3poposblit Hocutens Hocutens  3a0poBbin
CblH AoYb [oub CblH

B 3ToM npumepe Yy KEHWMHbI C
X-cuenneHHbiM TMNom 3aboneBaHua [oYb U
CblH C TaKUM e 3aboneBaHnem, 1 340p0Bble
CblH ¥ A04b.

[loMmuHaHTHOE HacneposaHue,
CLEnMeHHoe C X-XpOMOCOMOWN

MopaxeHHas
maTb
x X

{ 'II

3nopo.blit  MNopaxeHHas I'lopax(eHHbm 3poposas
CblH A04b AoYb

3p0poBbiit
oTey I I

M NopaxeHHbIi
| 3popossiit

B 3Tom npumepe 340pOBas KEHLMHA
MMeeT  OAHY  KOMWU  MYTMPOBAHHOIO
(M3meHeHHOro) reHa, 06yc/iaBAMBAOLWENO
X-cuenneHHoe peueccMBHoe 3abosieBaHMe.
Y Hee OAMH CbiH ¢ 3aboseBaHMeM, 340pOBas
J0YKa C O4HOM KOonMen MyTUMPOBAHHOIO reHa
W [OBOE 340pPOBbIX AETEW, Yy KOTOPbIX HeT
MyTaLUMA.

PeueccusHoe Hacnegosanue,
cuenneHHoe ¢ X-xpoMOCOMOM

MopaxeHHas
maTb

3p0poBblit
oTey I

B NopaxkeHHbIi
| 3poposbii
"l Hocurens

3poposbiit 3goposas  Hocutenb  MopaxeHHbIi
CblH AoYbL JalelTY CblH



ABO rpynna B KpOBW — r/1aBHaA cuctema
KnaccudmKaumm KpoBM 4enoBeka. [pynna
KpoBu AB HacnepyeTtca NMo KOAOMMUMHAHTHOMY
npusHaky. B aTom npumepe y oTua ¢ rpynno
KpoBM A U MaTepu ¢ rpynnoit Kposu B uetsepo
OeTel, Kaxablh M3 KOTOPbIX MMEET pasHyto

B cembe, roe matb c 3aboseBaHuem,
BbI3BaHHbIM MyTaLMel B MUTOXOHAPUANBbHOM
OHK, » 3p0poBbii My, 6yayT To/bKO
6onbHble aetn. B cembe, raoe oTey cC
3aboneBaHMem, 06ycNOBAEHHbIM MyTaLMeEN B
MmutoxoHapuanbHon AHK, 1 3popoBas mama,

rpynny Kposu: A, AB, B n O. BCe AeTn 3400pP0BbI.

Koaomempoaane eroxompwaanoe HacnegosaHue
Mpynna 3noposbint  NopaxeHHan MopaxeHHbln 3poposas
rggnni KFF))())/BM B ortey matb ortey MmaTb
KpoBu
| &
M Annens A
Annens B
Annenb O /
| " n

pynna kpoen [pynna kpoeu [pynna kposu [pynna kposu
A AB B (0]

MopaxeHHble netTn 3popoBble aeTu
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B NopaxeHHbiit

Ecnu 2ceHemuyecKoe 3a60n1es8aHue XapakmepHo 0718 YaeHo8 moeli ceMmbu, mo
KaKoea 8eposimHoCcms, Ymo mou demu moxce 6ydym umems smo 3ab6oneeaHue?

Korga reHeTnuyeckoe 3aboneBaHue ANArHoCTMpPOBaHO B CeéMbe, Y/1eHbl CEMbM YHYaCTO XOTAT
3HATb BEPOATHOCTb TOrO, YTO Y HUX NN Y UX ,D,ETEVI Pa30BbETCA 3TO 3abonesaHue. ITOT PUCK 6y,D,ET
TPYAHO NpeacKa3aTb B HEKOTOPbIX C/iy4aAaXx, MOTOMY YTO MHOTO d)aKTOpOB B/IMAET HAa BO3MOXHOCTb
Pa3BUTUATEHETUYECKOTO 3aboneBaHuA y4enoBekKa. OA4WH U3 rNaBHbIX d)aKTOpOB- TN HacnegoBaHUA
M3MEHEHHOIO reHa. Hanpmmep:

¢ AYTOCOMHO-AOMMWHATHbIN TUN HacNefoBaHUA: B 3TOM  C/yyYae MWHAMBML UMMeeT
50-NPOUEHTHbIW LWAHC Ha Nepeaady M3MEHEeHHOro reHa Kaxaomy peberky. LLaHc, uto pebeHok He
NOAYYUT U3MEHEHHbIW TeH, TaK:Ke cocTaBaseT 50 NpoLeHTOoB.

¢ AyTOCOMHO-PELEeCCUBHbIA TUM HACNe[0BaHUA: 3[0P0BblIE MYKUMHA U MKEHLLUHA C 3TUM
TMNOoM 3aboneBaHmsA (HecyT No OHOM KONMUU U3MEHEHHOIO reHa, HOCUTE/IU) UMEIOT 25-NPOLLEHTHbIN
LWAHC B Kaxaon 6epeMeHHOCTU poauTb pebeHKa ¢ Npu3Hakamu 3Toro Tuna 3abonesanus. LaHc
B Kaxaolh bepemMeHHOCTM poauTb 30poBOro pebeHka (HocuTens) coctasnsetr 50 NPoOLEHTOB, U
LWIAHC, YTO pebeHOoK He byaeT MMeTb HUKAaKUX OTKIOHEHUI becnopaaka U He byaeT HocuTenem, 25
NPOLEHTOB.

e X-cuenneHHoe JAOMMHAHTHOE HacneAOBaHMe: LWaHC Ha nepegadyy X-cuenaeHHoro
OOMMHAHTHOTO 3ab0/1eBaHUA Pa3IMYAETCA MEXAY MYXYMHAMKU W XKEeHLWUHAMK, NOTOMYy YTO
MYKUMHbI UMEIOT OAHY X-XPOMOCOMY M OAHY Y-XPOMOCOMY, B TO BPEMS KaK KEHLMHbl UMEIoT
ABe X-XpoMocoMbl. MyKunMHa nepenaeTt cBO Y-XPOMOCOMY BCEM CBOMM CbIHOBbAM U CBOKO X
XPOMOCOMY BCEM CBOMM A0YePAM. MMO3TOMY CbIHOBbA MYXUYMHbI C X-CLeNIeHHbIM AOMUHAHTHbIM
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3aboneBaHMem He ByayT nopakeHbl 3TUM 3abosieBaHMEM, HO BCE €ro Ao4Yepu YHacaeayrT 3TO
3aboneBaHue. MeHWnHa nepesaeT O4HY MW APYrylo U3 ee X-XPOMOCOM  KaxKAOMY pebeHKy.
Mo3ToMy KeHLWMHaA C X-CUueneHHbIM 4OMUHAHTHbIM 3aboneBaHMem MmeeT 50-NpoLEeHTHBIN LWaHC
POAMTb A0Yb MM CbiHA C AaHHbIM 3ab0NeBaHNEM B KaxKAoW bepemeHHOCTH.

e X-cuenneHHoOe peueccMBHOE HacnefoOBaHME: M3-3a PA3/vuMA B MOMOBbIX XPOMOCOMAXx
BEPOATHOCTb Mepeaayn X-cuenneHHOro peLeccuBHoro 3abosneBaHMA TakKe OyaeT pasnmMyaThes
MEXAY MYKUMHAMM U KeHWMHaMU.  CblHOBbA MYMUMHbI C X-CLEeNNeHHbIM PeLecCUBHbIM
3aboneBaHnem 6yayT 340pOBbI, @ €ro Ao4Yepu byayT HECTM OAHY KOMWUIO M3MEHEHHOro reHa. B
Kaxaon 6epeMeHHOCTM KeHLMHA, Y KOTOpOoi X-cuensieHHoe peueccuBHoe 3abosieBaHue, nmeet
50-NPOUEHTHBIN WAHC Ha POXKAEHWE GONbHbIX CbiHOBEM M 50-NPOLEHTHbIN WaHC Ha POXAeHue
A04Yepen, KOTopble HECYT OAHY KOMUIO M3MEHEHHOTO reHa.

e KoaoMMHaHTHOE HacneaoBaHMeE: B KOAOMUHAHTHOM Hac/e40BaHMM Kaxabli U3 poauteneit
HOCMT pasfiMyHylo Bepcuio creunduyeckoro reHa, M obe BepcuMM BAMAIOT Ha FeHeTUYecKue
ocobeHHOoCTH. LLlaHC Ha pa3BuUTUE reHeTUYecKoro 3a60/1eBaHmMA C KOAOMMUHAHTHBIM Hac/leA0BaHNEM
N XapaKTepHble 0cObeHHOCTU 3a60/1€BaHUA 3aBUCAT OT BEPCUM reHa, NepeaaBaemMoro oT poauTenei
OeTAM.

e MuTtoxoHapuanbHOe HacneAoBaHUE:  MUTOXOHAPUWU  ABAAIOTCA  SHepreTM4yecKMmmu
LEeHTPaMM KNeTOK 1 coaep:aT Hebonbloe Konmdectso JHK. 3ab6oneBaHnA ¢ MUTOXOHAPUANbHBIM
TMMOM CBS3@Hbl C MyTaLMAMKW B MUTOXOHAPManbHon OHK. XoTa atTum 3aboneBaHnsm MoryT 6biTb
NOABEPMKEHbI U MYXKUYNHbI U XKEHLMHbI, TONbKO XeHLWMHbI MOryT NepeaaBaTb MyTaLMK, BO3SHUKAOLWLME
B MUTOXOHApWanbHoM JHK cBoum petam. eHwmHa ¢ 3aboneBaHMeM, BbI3BaHHbIM MyTaLMAMU B
MuTOXoHApuanbHon JHK, nepenact myTaumio BCEM CBOMM A0YEPSIM U CbIHOBbAM, @ AETM OTUA C
TaKum e 3aboneBaHvem 6yayT 340P0BbI.

Ba)XHO OTMeTUTb, 4YTO LWAHC Ha Mnepefdadyy reHeTMYeckoro 3abosieBaHWA MpUMeHaeTca
04MHAKOBO K Kaxaol bepemMeHHOCTU. Hanpumep, ecnum y napbl pebeHoK C ayTOCOMHO-PeL,ecCUBHbIM
3aboneBaHMeM, WAHC Ha poXaeHue cneayowero pebeHKa C TakMM e 3aboseBaHMeMm ocTaeTcs
no-npexHemy 25 npoueHTHbIM (M 1 13 4). PoxaeHne ogHoro pebeHKa ¢ 3aboneBaHuem “He
3awmwaer” byaywmx getei oT HacneAoBaHWs aToro 3abosieBaHumA. M, Ha0bopoT, pokaeHue pebeHKa

6e3 OTK/IOHEHWI He 03HayaeT, yTo byaylime aeTn byayT TaKKe 340pOBbI.

XOoTA BO3MOMHOCTb HAaCNefoBaHMA [EHETUUYECKUX OTKAOHEHWMI KaXKeTca OAHO3Ha4YHOW,
baKTopbl TMNA ceMelHOM UCTOPUN NauMeHTa U pe3y/bTaTbl reHEeTUYECKOro TeCTMPOBaHUA, UHOr4a
MOTYT W3MEHWUTb 3TU BEPOATHOCTU. Kpome TOro, HeKoTopble AU C MyTauMAMM, KOTopble
obycnaBAnBatoT pa3BuThe 3a60seBaHUA, MOTYT HUKOr4a He MMeTb NPobieM CO 30P0BbEM NN XKe
Y HUX MPU3HaKM 3a601eBaHNA MOTYT NPOABAATLCA yMepeHHOo. Ecnm 6onesHb HabntogaeTcsa B cembe U
He MMeeT YeTKOro TMNa Hacne40BaHUsA, NPeAcKkasaTb BEPOATHOCTb TOrO, YTO Y MHAMBUAA PAa30BbETCA
3aboneBaHuMe, MOXKET 6bITb 0COHEHHO TPYAHO.

OueHKa WaHca pa3BUTUA AU Nepeaaydm reHeTUYEeCKUX OTKIOHEH U A0/IKHA 6bITb KOMMIEKCHOM.
MeauLMHCKME TEeHETUKM MOTyT MOMOYb /IOAAM MOHATb 3TM PUCKM U cAenaTb 0H6OCHOBaHHOE
3aKto4YeHme 06 1x 340poBbe.

Ymo 3Hayum cHux3ceHue nposeaeHuli u
8bIpaXeHHOCMb 2eHemuy4yecKo20 3abonesaHus?

CHUXKeHMEe NpOsBIEHUI M BbIPAKEHHOCTb 3aboneBaHW - (aKTopbl, KOTOpble CBA3aHbI C
addpekTamm cneundrUYeckmx reHeTUYECKUX N3MeHeHUN. DTN GaKTopPbl 0ObIYHO OTPAXKAOT TAXKECTb
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33601'IEBaHMF|, KOTOpPblE UMEIOT ayTOCOMHO-,CI,OMMHaHTHbIﬁ TN HacnengoBaHNA U MHOTAA ayTOCOMHO-
peLLeCCMBHbIVI T™"N HacnenoBaHUA.

CHUXKeHMe NpoABAeHUM

MposaBneHna, AN NEeHEeTPAHTHOCTb, CBA3aHbl C KOJIMYECTBOM Jitodel co cneunduyeckumm
reHeTUYECKUMMN M3MEHEHUAMM (TaKMe KaK MyTauus B ONpeneNeHHOM reHe), y KOTOpbIX ecTb
NPW3HaKM M CUMMTOMbI FeHETUYECKOro 3abosieBaHUA, BbI3BAHHOMO 3TUMM M3MeHeHuaMW. Ecnu
Yy HEKOTOPOW YacTM ANwoaen ¢ MyTaumein He pa3BMBaAeTCsA 3aboseBaHMe, TO FTOBOPAT O CHUMEHUU
(Mn1 HenonHoOWM) NeHeTPaAHTHOCTU. CHUMXKEHWE NEHETPAHTHOCTM YacTo HabtogaeTca NPU CeMenHbIX
CMHApPOMax paka. Hanpumep mHorme »KeHwMmHbl ¢ myTaumein B reHe BRCA1l mnm reHe BRCA2
3a00/1e10T PAKOM Fpyam B TEYEHME BCEMN UX }KU3HU, HO HEKOTOPbIE KEHLLMHbI MOTYT U He 3ab0NeTb.
[eHETUKM HE MOTYT NPeACcKa3aTh TOYHO, KTO M3 XKEHLLMH C 3TUMKM MyTauMaMKU 3ab60/1eeT pakom Man
KOr4a pas3oBblOTCA OMyXON.

CHUKeHMe NeHeTPAHTHOCTU, BEPOATHO, ABNSETCA KOMOMHaUMEN FeHETUYECKMX, IKONIOTUYECKUX
$aKTopoB 1 06pasza KM3HU, MHOTUE U3 3TUX GAKTOPOB HEN3BECTHbI.

BbipaxkeHHOCTb 3aboneBaHus

ToNbKO HEMHOTME reHeTUYeckne 3aboneBaHUsA XapaKTepU3yrTCa CTOMKUMU NPOSBAEHUAMMU,
6O/bLIMHCTBO TEHETMYECKMX 3abosieBaHW XapaKTepusyloTca MpM3HAKaMu UM CUMNTOMaMM,
KOTOpble OT/IMYAIOTCA MEXKAY NoAbMU C 3TUMKM 3aboneBaHUAMMU. BbipaskeHHOCTb CBfizaHa C
[OManasoHoOM NPU3HAKOB U CUMMNTOMOB, KOTOPbIE MOTYT NPOABAATHCA Y NALMEHTOB C OAHUM U TEM
e reHeTMYeckum 3abonesaHvem. Hanpumep, cuHApom MapdaHa XapaKTepusyeTca LWMPOKUM
[OManasoHOM MPU3HAKOB: Y HEKOTOPbIX MaLMEHTOB MPOSABAAIOTCA TO/IbKO YMEpPEHHbIe MPU3HAKK
(Hanpumep, BbICOKUI poOCT, Xyaoba, ANMHHbIE Maiblbl), B TO BPEeMs Kak Yy APYrux CUHOPOM
NpoABNAETCA B OMAcHbIX A/A YU3HW OC/IOKHEHUAX, CBA3AHHbIX C CepALemM W KPOBEHOCHbIMM
cocyfamu. XoTa 3TM 0COBEHHOCTU ABNAKOTCA OYEHb U3MEHYMBLIMM, Y BONBLUMHCTBA MALMEHTOB C
3TM 3aboneBaHMeM 0bHapyXMBaeTcsa MyTaLuMa B OAHOM M TOM e reHe (FBN1).

KaK 1 co cHUKeHHOoM NEHETPAHTHOCTbIO, BbIPa*XE€HHOCTb 3a6OHEBaHMﬁ, BE€pPOATHO, o6ycnosneHa
KOM6MH3LI,I/1€I7I reHeTn4eCKunx, aKos10rmn4yecKkmnx d)aKTOpOB n o6pa3a HKU3HW.

Ymo eeHemuKu nodpasymesarom rnoo
aHmuyunayueu?

MpU3HAKM M CUMNTOMbI HEKOTOPbIX FeHETUYECKUX OTK/IOHEHWA UMEHT TEHA,EHLLMIO CTAHOBUTBLCS
bonee cepbesHbiMK, Honee TAKeNbIMU (Hanpumep, NPOABAATLCA B 6onee paHHemM Bo3pacTe) OT
OHOro MOKONEHMA K Moc/ieaytowemy. ITU ABNEHWA HasbiBalOT aHTUUMMAUMEN. AHTUUMNALMA
Yawe Bcero HabagaeTcs Npu onpegeneHHbIX reHeTUYECKUX OTKIOHEHUAX, CBA3AHHbIX C HEPBHOW
cMcTeMom, Tuna 6onesHn XaHTUHITOHA, MMOAMUCTPOPUM UK PpParnbHON X-XPOMOCOMBI.

AHTUUMNAUMA XapaKTepHa 415 3a60/1eBaHMI, KOTOPbIE BbI3BaHbl HEOObIYHLIM TUMOM MYyTaLUMA,
TaK Ha3blBAaEMbIM YBEJIMYEHMEM YUCA TPUHYKNEOTUAHBIX MOBTOPOB. TPMHYKNEOTUAHbIE NOBTOPbI
- NocnenoBaTeNIbHOCTb M3 TPex CTaHA4aPTHbIX 610KoB AHK (HyKneoTMaoB), KOTopble NOBTOPAOTCA
HeoaHOKpaTHoO B paay. AHK dparmeHTbl ¢ HeNpaBUIbHbIM YNCIOM 3TUX MOBTOPEHUI HECTABUbHBI
M XapaKTepusyloTcs OWMBKaMM KOMMPOBAHMA YMCNA TPUHYKAEOTUAOB NPWU AeNeHUU KNeTku. To
€CTb YMC/10 NMOBTOPOB TPUHYKNEOTUAOB MOXKET MEHATLCA MPU Nepesaye reHa oT PpoauTensa pebeHky.
B HEKOTOpbIX CAy4Yasx yBenMYeHUe KOAMYecTBa NOBTOPOB MOXKET NPOUCXOAMTb 40 TeX Mop, Noka
He BygeT HapyweHa HopmasnbHaa QYyHKUMA reHa. YBesMyYeHWe Yncna NOBTOPOB XapaKTepusyert
0COBEHHOCTb NPOTEKAHMA FEHETUYECKOro OTK/IOHEHMS M CTAHOBUTCA Bce 6onee TAXKeNbiM Npwu
KaXk4oW YyCrnewHon nepegaye OT OAHOTO MOKONEHMA APYromy. BONbWWHCTBO reHEeTUYECKMX
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OTK/IOHEHWUI MMetoT NMPU3HAKN U CUMMNTOMbI, KOTOPblE OTINYAKOTCA Cpeau naunMeHToB C 3TUM
33601'IEBaHMEM, BK/1lOYaA NauMeEHTOB B npegenax 0,£I,HOI7I cembu. OgHaKo He BCe 3TU pasnnyna
MOXHO 06bACHUTL ammu,mnau,mmeﬁ. KOM6MH3LI,MFI reHeTn4yecCKmnx, 3KON0rnm4yecKkux (I)aKTOpOB n
06pa3a KN3HU, BEPOATHO, OTBETCTBEHHA 3a Pa3/IMYHOE NpoABIEHNE 3abos1eBaHUN.

Ymo maKoe 2eHOMHbIU uMnpuHmMuUHe u
00HopoodumesnbCcKasa oucomus ?

[eHOMHbIN MMMNOPUHTUHT U ogHOpOoAUTENbCKAaA OUCOMUA - d)aKTOpr, KOTOpblE BJ/IMAKOT Ha
HEKOTOpPblIE Hacsieayemble reHETUHECKUNE OTK/IOHEHUA.

feHOMHbI MUMNPUHTUHT

Jlioan HacneayoT ABe KOMUM KaxKAoro reHa - ofHy KONuIo oT maTepu 1 ogHy ot oTua. O6blYHO 06e
KOMWUK KaKA0ro reHa B K/AeTKax aKTUBHbI, N BKAOYEHbI, TO €CTb C HUX CYUTbIBAETCA MHPOPMaLMA
N CUHTE3MPYIOTCA B KOHEYHOM cyeTe 6enkn. OfHaKo B HEKOTOPbIX C/lyYasnX, MOXeT 6biTb BKAOYEHa
TO/IbKO OAHa U3 ABYX KOMNuit. Kakaa u3 Konuit reHa byaeT akTUBHA, 3aBUCUT OT ee NPOUCXOXKAEHUA:
HEKOTOpble reHbl 06bIYHO aKTUBHbI, TO/IbKO KOrAa OHM yHac/iedoBaHbl OT OTUA; APYr1Me aKTUBHbI,
TO/IbKO KOrAa yHac/eA0BaHbl OT MaTepu. ITO ABAEHME U3BECTHO KaK FTeHOMHbIA UMMPUHTUHT.

[eHbl, KoTopble ByAyT NOABEPTrHYTbl FEHOMHOMY MMMPUHTUHTY, YacTO OTMeYatoTca (cTaBuTCA
OTMETKa) BO BpemMsa (pOPMMUPOBAHUA ANLEKNETOK M cnepmaTto3ouga. ITOT MpoLecc, Ha3BaHHbIN
METUANPOBAHNEM, ABNAETCA XMMMWYECKOM peaKuumer, B xo4e KOTopoi Hebosblunme MONEeKynbl,
Ha3blBaeMble MEeTUbHbIMUK TPYNMNamu, NPUCOEANHAIOTCA K onpeaeneHHbim pparmeHtam AHK. I1un
MO/IEKY/IbI OTMeYatoT, Kakasa konua [HK 6bina nepesaHa OT 0TWa, @ KaKas KONUA reHa oT maTepu.
B pesynbtaTe NpuUcOeAMHEHUE 3TUX MONEKYA NPUBOAUT K YCTOMYMBOMY NOLABAEHWUIO MPOLLECCOB
TpaHckpunumn. [lobasneHve n yaaneHme MeTUAbHbIX FPYMNN MOFYT UCMO/Ib30BATLCA KAETKON AN
KOHTPO/IA aKTUBHOCTU FeHa.

TonbKo HE6ONbLIOKM NPOLLEHT OT BCEX FTEHOB Ye/I0BEeKa NoABepraeTca reHOMHOMY UMMPUHTUHTY
(okono 1%). UccnepoBaTtenu ewe He A0 KOHLLA BbIACHWIW, NOYEMY HEKOTOPbIE FeHbl BbIK/HOUYEHbI, a
Apyrve HeT. B HacTosilee Bpemsi M3BECTHO, UTO reHbl, KOTOpble NOABEPrHYTbl UMAPUHTUHTY, UMET
TEHAEHLMIO TPYNNMPOBaTbCA BMECTE B TEX e CaMbiX 061acTAX XpoMocoMbl. [iBa raBHbIX KnacTtepa
reHoB, KOTOPble NMOABEPrHYTbl MMMNPUHTUHTY, BbIIM NAEHTUDULMPOBAHDbI Y YE/IOBEKA Ha KOPOTKOM
(p) nneye xpomocomsbl 11 (B nonoskeHun 11p15) u apyroi - Ha ANUHHOM (g) Naevye XPOMOCOMbI 15
(8 obnactn 1511 k 15q13).

OpHopoguTenbCKana gucommn

OaHopopuTenbckas gucomua (Uniparental disomy, UPD) npoucxogmT, Koraa YenoBek nonyyaer
[Be KOMUW Lenoi XpoOMOCOMbI MM YaCTb XPOMOCOMbI OT OZAHOMO POAUTENA U HUKAKMUX KOMWUI OT
apyroro pogutens. UPD MoXKeT NPon30MTHN Kak Cay4yailHO B Xoae GOpMUPOBAHUA SULLEKIETKN UK
CnepmaTo3omnaa, Tak e 1 B paHHeM 3MO6pPMOHAIbHOM Pa3BUTUN.

Bo mHorux cnyyasax UPD, BepOATHO, HE MMEET HMKaKoro adpdeKTa Ha 340pOBbe UM Pa3BUTHE.
MOCKONbKY 60MbLWMHCTBO TEHOB HE BbIK/OYEHbl, HE MMEeT 3HaYeHUs, ecTb M Y UHAMBMAA ABe
KOMWM OT OZHOr0 M3 PoAUTEeNei BMECTO OAHOM KOMWW OT KaKAoro us pogutenei. B HeKoTopbIx
CNy4yanx, O4HAKO, WMeeT 3HayeHWe, yHacnedoBaH /M reH OT MaTepu MHAMBMAA WMAM oTua. Y
nHauenaa ¢ UPD moryT BbiTb NOTEPAHbI aKTUBHbIE KOMUU CYLLECTBEHHbIX reHOB (HenosyyeHHas
YacTb XPOMOCOMbI), TOr4a KaKk yHacnegoBaHHble KOMUW NOABEPrHyTbl FTEHOMHOMY MMMPUHTUHTY
Ha MOAyYeHHbIX XPOMOCOMax. [loTepsa 3TUX reHOB MOMKET MPMBECTU K OTCPOYEHHOMY Pa3BUTUIO,
YMCTBEHHOM 3a4€PMKKe UAW APYTUM MeAULMHCKUM Npobaemam. M3BECTHO HECKONbKO reHeTUYECKUX
3aboneBaHuit B pesynbrate UPD, Hanpumep, cuHapom MpaTtepa-Bunnm, KOTopblit xapakTepusyeTcs
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O’KMpPEHMEM, OTCTaBaHMEM B POCTE, HEAOPA3BMTMEM MOJIOBbIX Ke/e3 U T.4., a TaKKe CUMHAPOM
AHresibMaHa, KOTOPbI XapaKTepusyeTca YMCTBEHHOW 3a4EPMKKOM U HapylweHnem cHa, 1 T.n. Oba
aTMx 3aboneBaHMA MOryT 6biTb 06ycnosaeHbl UPD uav gpyrumm olwmMbKamm B UMMNPUHTUHIE FreHOB
Ha A/IMHHOM naeye 15 Xpomocombl.

Hacnedyromca au XxpoMoCOMHbie HapyweHUA?

XoTa HacnepoBaHME HEKOTOPbIX TUMOB XPOMOCOMHbIX OTK/IOHEHMIA BO3MOMXKHO, 6O/bLUMHCTBO
XPOMOCOMHbBIX HapylweHuii (cMHapom [ayHa, cMHApom TepHepa) He nepenatoTca OT OAHOro
NOKONEHUA K cneaytowemy. HekoTopble XpOMOCOMHble 3ab60/1eBaHUA Bbi3BaHbl MU3MEHEHUAMM B
yncae XPOMOCOM. DTU U3MEHEHMUA HE HAC/NeayloTcA, HO MPOMCXOAAT YacTo C/yYalHbIM 06pasom
B Xog4e GOPMMPOBAHUA PENPOAYKTUBHbLIX KAETOK (AMLEeKNeTok u cnepmato3ongos). OwnbKu
npu AeneHuu KNEeTKW, HasblBaeMble HEepacxoXKAeHWem XPOMOCOM, B pesynbTaTe MPUBOAAT K
$GOPMMPOBAHUIO KNETOK C HEMPABWUIbHbIM Habopom Xpomocom. s NnpMmepa: penpoayKTMBHan
KNETKA MOMKET CNy4aliHO MOAYYUTb UAU NOTEPATb OAHY KOMUIO XPOMOCOMBbI. ECiM ogHa U3 aTux
HETUMUYHbIX PEMNPOAYKTUBHbIX KNETOK BHECeT CBOW BKAag B GpopmMumpoBaHWe 3MOpUOHa, TO B
pesynbTaTe Kax4as KNeTka pebeHKa byaeT MMeTb A0NONHUTENbHYO UV HEA40CTAOLLYH XPOMOCOMY.

M3meHeHMA B CTPYKType XPOMOCOMbI MOFYT TaK¥Ke Bbl3BaTb XPOMOCOMHble 3abosieBaHMA.
HeKoTopble M3MEHEHUA B CTPYKTYpe XPOMOCOMbI MOTYT BbITb YHAcnenoBaHbl, B TO Bpems Kak
Apyrve npoucxogaT ciyvyanHo B xode GOPMMPOBAHMA PENPOAYKTUBHBLIX KNETOK WAM B PaHHEM
aM6pMOHaNbHOM Pa3BUTUN. TTOCKO/IbKY Hacaef0BaHME 3TUX U3MEHEHMIA MOXKET BbiTb CNOMKHbIM,
NoaM, 3aMHTEPeCcOoBaHHbIe B pacyeTe PUCKOB TaKMX OTKAOHEHWI, AONXKHbI KOHCY/bTMPOBATLCA C
npodeccnoHanbHbIMU FreHETUKAMM.

Mouemy Hekomopeoie 2eHemu4yecKue OMKAOHEHUsA
ecmpeyaromca 6onee Yyacmo 8 HeKOMopbIX
3IMHUYecKux spynnax?

HeKoTopble reHeTMYyeckMe OTK/IOHEeHWs 6osiee 4acTo BCTPeYatoTca cpeam ogen, npeaku
KOTOPbIX BbILWAN M3 cneundunyeckon reorpadpuyeckont obaactu. J/ltoan B STHUYECKOM rpynne 4acto
MMeOT onpefesieHHble BEPCUM TeHOB, KoTopble Obliv nepefaHbl OT O4HOro 06LLero npeaka.
Ecnv ogMH M3 3TUX FeHOB COAEPKMT MyTaLMio, 0bycnaBaMBaloWyo pas3BuTMe 3abonesaHusa, TO
31O cneymduyeckoe reHeTUYECKoe OTK/IOHeHMe byaeT HabnoaaTbea 6osiee YacTo B 3TOM rpynne
Ntoaen, Yem B OCTasIbHbIX.

MpuMepom reHeTUYECKUX OTKIOHEHUI, KOTOpble Bosiee pacnpPOCTPaHEHHbI B cneunduyeckmnx
3THUYECKMX rpynnax, ABAAETCA CepnoBMAHOKNETOYHAA aHeMMA, KOTopasa bonee YacTo BCTpeyaeTcs
cpeay adppuKaHLeB, appoaMepUKaHLEB U BbIXOALEB CO CPeaM3EMHOMOPCKUX PErMOHOB, 6on1e3Hb
Tea-Cakca 6osiee BepOATHO BCTpeYaeTcs cpefy eBpeeB-allKeHasu (BOCTOYHAsA M LEeHTpasbHas
EBpona) mamM KaHagues GpPaHLY3CKOro MPOUCXOXAEHUA. BaxkHO OTMETUTb, OAHAKO, YTO 3TK
OTK/IOHEHWS MOTYT NPOU30MTH B OO0 3THMYECKON rpynne.
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TEHETUHECKOE KOHCY/IbTUPOBAHUE

Ymo makoe 2eHemuy4yecKkoe KOHCynbmuposaHue?

[eHeTMYecKas KOHCynbTauua - cnyxba 34paBooxpaHeHus, obecnedymBatowas UHGOPMaLNIO
N NOAAEPNKKY N0AEN, KOTOPbIe UMEIOT MU MOTYT MMETb PUCK reHeTUUYECKUX OTKAOHeHUI. B xoae
KOHCYNbTauun npodeccroHanbl reHeTUKM BCTPEeYaloTCs C UHAMBUAYYMOM MWW CeMbeid, YTobbl
06CcyaANTb reHeTUYeCcKne PUCKU UKW ANArHOCTMPOBaTb, NOATBEPAUTb WU UCKIOYNUTL reHeTUYecKoe
3abonesaHue.

MpodeccnmoHanbl reHETUKM BKAOYAOT MEAULMHCKMX FeHEeTMKOB (Bpayei, KoTopble
CNeunanmnsmMpyroTca Ha reHeTMKe) W KOHCY/NbTaHTOB (cepTndmMuMpoBaHHbIX PaboTHMKOB
34paBOOXPAaHEHNA C OMbITOM pPaboTbl B MeAMLMHCKOW reHeTuKe). [pyrne npodeccroHanbl
34paBOOXPAHEHNA, MCUMXONOTU U COLMabHble PAabOTHWKM C ONbITOM B TEHETUKe MOryT TaKKe
y4acTBOBATb B FeHETUYECKOWM KOHCY/IbTaLMM.

KoHcynbTaumm obbI4HO NMPOXOAAT B KabuHeTe Bpaya, BOMbHULE, TEHETUYECKOM LEHTPE UN
OPYrom TUne MeamuMHCKOro LEeHTPa. ITW BCTPEYM Yalle BCEro JIMYHble, HO MHOIAA NPOBOAATCA B
rpynne uam no TenedoHy.

Komy Heobxoduma 2eHemu4yecKas KOHcCynbmayus?

NHOMBMAYYMbI MW CEMbW, KOTOPble 3aumHTepecoBaHbl B MHGOPMaUMM O HaCNeACTBEHHOM
3a60/1€BaHNKN, MOTYT M3B/EYb MO/b3y OT FEHETUYECKOM KOHCY/AbTauun. BOT HECKONbKO MPUYMH,
KOTOpble TPebytoT reHeTUYECKOM KOHCYbTaluu:

® MepcoHasbHasA UM CeMenHas UCTOPUA reHeTUYeCcKoro 3aboeBaHus, BPOXKAEHHbIN AedeKT,
XPOMOCOMHbIE HapyLeHUA UAN HacneacTBEHHble GOPMbI PaKa;

e nBe uau bonee HeyAauyHbIX BEPEMEHHOCTU, POXKAEHME MePTBOro pebeHka uan pebeHok
yMep BCKOpe noc/ie poaos;

° p66EHOK C WU3BECTHbIM HacneacTtBeHHbIM 3a6OJ'IEBaHM6M, BPOXAEHHbIM ,D,edJEKTOM,
3a,a,ep>m<oﬁ YMCTBEHHOIO Nnn ¢M3MHECKOFO pa3BnUTUA,

e 6GepemeHHas KeHWMHa nocne 35 neT, a TaKKe JKEeHLMHbl, KOTopble MAaHWpPYyHT
6epemeHHOCTb nocae 35 feT (HeKOTopble XPOMOCOMHbIE HapyLweHUs Hanbosiee YacTo MPOUCXOAAT Y
OeTel, POXKAEHHbIX }KeHWwmnHamu ctapue 35 ner);

® eC/u pe3ynbTaTbl reHETUYECKOro TECTUPOBAHMA NOKA3bIBAKOT HAIMUYME TEHETUUYECKOro UK
XPOMOCOMHOTO HapyLleHus;

® NOBbIWEHHbIN PUCK Pa3BUTUA WM Nepesadn cneundmuyeckoro reHeTUYeCKoro OTKAOHEeHUA
Ha GpOHe 3THMYECKOWN NPUHAANEKHOCTU YenoBeKa (bonesHb Tea-Cakca A/1A eBpeeB-alWKeHasu);

® eciu poauTenu ABNAKOTCA POACTBEHHMKamMM (Hanpumep, ABOKOPOAHbIN HBpaT M cecTpa) U
NAaHMPYIOT MMETb COBMECTHbIX AeTei. (pebeHoK, poauTenn KoToporo ABAAITCA POACTBEHHUKAMMU,
MMeEeT NOBbILLEHHbIW PUCK HACNeA0BaHNA FTeHETUYECKUX OTKIOHEHWI);

[eHeTMYeCcKaa KOHCYNbTALLMA - BaXKHaA YacTb Npouecca NPUHATUA peLlleHna AnA reHeTU4eckoro
TectmposaHua. lNoceweHne I'IpOd)eCCMOHaﬂbeIX reHEeTUKOB MOMKET ObITb MOJIe3HbIM, Aaxe ecnun
reHeTn4yecKkme T1ecCtbl He AOCTYNHbI B AaHHblﬁ MOMEHT.
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Ymo npoucxodum 8 xo0e 2ceHemu4yeckKol
KOHcynemayuu?

[eHeTn4eckan KOHCyNbTaUuMA AOaeT MHd)OpMaLI,VIIO, npeagnaraet noanepry, u o6pau.|,aeT
BHMMaHME NauneHTa Ha onpeaeneHHble Flp06ﬂeMbI. Ona Toro 4yTOObI onpeanenntb, UMeeT 1un
3aboneBaHMe reHeTUYeCcKui KOMMNOHEHT, MeANULMHCKNE TEHETUKN 3a4at0T BOMNPOChI O Me,CI,MLI,VIHCKOﬁ
NUCTOPUN NAaUNEHTA U TWATE/IbHO U3Yy4alOT €ro CEMeVIHyPO NUCTOPUIO (Me,CI,VILI,MHCKMe KapTbl, 3NNKPU3bI,
BbII'II/ICKM). Me,ﬂ,MLI,MHCKMﬁ rTEHETUK MOMET BbINONTHUTb ¢M3M‘-IeCKMI7I OCMOTP MU peKomeHaoBaTb
CoOoTBETCTBYOWMNE reHETUYECKUNE TECTDI.

Echv y nugmenayyma AnMarHoOCTUPOBAHO reHeTu4yecKoe 336OI'IEBaHMe, MEAVILI,MHCKMﬁ reHeTuK
AaeT nauneHTy MHd)OpMaLI,VIIO O e€ero guarHose, pacCKa3sblBa€T, Kak MPouM3oWw/10o HacnhegoBaHue
3Toro 3a6OJ'IeBaHVIFI, O WaHCcax nepenayvyn 4aHHOrNo OTK/I0OHEHUA 6yﬂ,yLLI,MM NMOKONIEHNAM N BapUaHTaX
TECTUPOBAHUA U NeEYEHUA.

OG6bIYHO B X04,e KOHCY/IbTaLUU FeHETUK:
®  VHTEPNPETUPYET U aHANUSUPYET CAOKHYIO MEANLMHCKYIO MHDOPMALLUIO;

* OMOraeT KaXK4AoMy YesI0BEKY MPUHUMATb MHGOPMUPOBAHHOE, HE3aBUCMMOE PELIeHNE O
JIeYeHMM 1 BapuaHTax penpoayKumm (BO3MOXKHOCTM MMeTb pebeHKa);

® [PV 3TOM reHETUK YBaXKaeT Bepy KaKaoro YesoBekKa, Tpaguumnm ero Hapoaa u YyBcTea.
MeaUUMHCKUIA reHeTUK HUKOraa He byaer:

® [OBOPWUTb UHAMBUAYYMY KaKoe pelleHue emy cieayeT NPUHATL;

e COBETOBATb Nape He UMEeTb AETeN;

® pEeKOMeHZO0BaTb, YTOObI }KEHLIMHA NPOAOKUAA UK NpepBana bepeMeHHOCTb;

® [OBOPWUTb KOMY-TO, YTO emy HeobxoAMMO MPOWTU reHeTUUYECKUE TeCTbl Ha reHeTudyeckue
3abonesaHus;

Kak Halimu meOuyuHCcKo20 eceHemukKa?

Y106bI HAWTM MEAMULIMHCKOTO reHEeTUKA B BalLEM PaliOHE UM TOPOAE, Bbl MOXKeTe 06paTUTbCA K
BalLeMy Bpayy 15 NosydyeHns HanpasaeHus. Ecim y Bac ecTb MeANUMHCKAA CTPaxoBKa, Bbl MOXKeETe
06paTUTLCA B CTPAXOBYHO KOMMNAHWUIO, 4151 TOFO YTOObl HAUTU MEAULMNHCKOIO reHeTmKa.
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T’EHETUYECKOE TECTUPOBAHMUE

Ymo makoe 2ceHemu4ecKoe mecmupoeaHue?

[eHeTMYeCKoe TeCTMpOBaHME — 3TO rpynna MeAguLMHCKUX TECTOB, KOTOPbIE UCMO/b3YIOTCA AA
BbIAB/IEHUA HAPYLIEHNA B XPOMOCOMaX, reHax uamn 6enkax. TecTbl MCMO/b3YOTCA A/1A TOro, YTobbI
HaNTW M3MEHEHMs, KOTOpble CBA3aHbl WAM ABAAIOTCA MPUUYUHON HacneaCTBEHHOro 3abosieBaHus.
Pe3ynbTaTbl FEHETUYECKOrO TECTMPOBAHMA MOFYT MOATBEPAMTb MNOMAO3PEHUS HA reHeTUyeckoe
OTK/IOHEHWE NIV MOMOYb UHAMBUAYYMY ONPeAeNnTb LaHC Ha pa3BUTME UK Nepeaady reHeTUYeCKoro
3a60/1eBaHNA CBOMM AeTAm. B HacToslee Bpems pa3paboTaHO M UCMONb3YETCA HECKO/IbKO COTEH
reHeTUYeCcKMX TeCTOB.

[eHeTnyecKoe TecTUpOBaHME NPOBOAMUTCA AO6pOBO!’IbHO. [MoCKONbKY TeCTbl MMET U BbIroAbl,
N OrpaHun4yeHmna, peleHune o H606XOAMMOCTM nposegeHnA reHeTU4eCKoro TeCTtTmpoBaHnAa Bceraa
ABNAETCA MEepPCOHaNbHbIM W 33aBUCUT OT KOHKPETHOro cayyad. [eHeTMK MOXeT MNomMo4b AaTb
Mchopmau,mo 33 U NPOTMUB NpPOBEOEHNA TECTA, a TAKXKE O6CV,£I,VITb coumanbHble U SMOUMOHA/IbHbIE
aCMeKTbl UCNbITaHUA.

Kakue munbel 2ceHemu4yecKux mecmoes cyu;ecmeyfom?

[eHeTUMYecKoe TeCTUPOBaHME MOXKET AaTb MHPOPMALMIO O TEHAX U XPOMOCOMAX UHAMBUAYYMA.
CyLLLeCTBYIOT HECKOJIbKO TUMOB reHEeTUYECKOro TECTUPOBAHUS:

CKPUHUHT HOBOPOXAEHHbIX

CKpI/IHMHI' HOBOPOXAEHHbIX MCNOJIb3YETCA TOJIbKO NMNOcCae POXAEHUA. 370T CKPUHWUHT HeOﬁXOAI/IM
AnAa TOro yTObbI MAEHTMd)MLI,MpOBaTb reHeTn4yeCKkne OTK/IOHEHUA, K NIEYEHNIKO KOTOPbIX MOXHO
NMPUCTYNUTb C PaHHEro nNnepunoaa *XuU3Hw. Bce CTpaHbl B HAacCcToALWEE BPEMA NPOBEPAOT MN1adeHLEB
Ha dDEHMﬂKETOHypVII'O (FEHeTI/I‘-IECKOE OTKZIOHEHUE, BbI3bIBAET 3a4€PXHKKY YMCTBEHHOIO Pa3BuUTUA,
ec/in BOBpemMA He MNMPUCTynuTb K nequmo), n BpO)KAEHHbIﬁ rmnoTnpeos (HBDYUJEHME Pa3BnUTUA
LIJ,VITOBI/I,CI,HOﬁ )-KEHESI:I). BonbwmnHCcTBO CTPaH TaKXe npoBepAeT M1aeHUEB Ha Apyrne reHeTu4eckoe
OTK/IOHEHWA.

AMBI’HOCTM‘-IECKOQ TecTmposaHue

AnarHoctnyeckoe TecTMpoBaHMe MCNOJb3yeTca ANA TOro, YTOObI BbISBUTb WKW WUCKAHOUYUTD
onpeaeneHHble reHeTu4eCkne Nanm XpomoComMHble 3aboneBaHuA. Bo mHormx C/lydaAax reHeTn4yecKkoe
TECTUPOBaHME WNCMNOJIb3YeETCA, yTOObI noarsepaunTtb AMarHo3, Koraa €eCctb noao3peHune Ha
CI'IELI,VI(I)MLIECKOE 3a6oneBaHme, OCHOBaAQHHOE Ha ¢M3M‘-IECKMX NMPU3HakKax M CUMNTOMaxX 3TOro
OTKNOHEeHUA. [InarHocTnyeckoe TeCTUpPOBaHMeE MOXKeET 6bITb BbINOJHEHO nepea poxgeHnem nam B
nobol nepuog, Xn3Hn MHANBUAYYyMa. Pe3ynbraTbl ANMArHOCTUYECKOTO TECTUPOBAHUA MOTYT B/NATb
Ha Bbl60p 4yenoBeKa NyTn CoOXpaHeHMA CBOEro 340P0BbA U Ie4EHNA.

Cneuyunduueckoe TectTMpoBaHue

37O TecTMpoBaHME MCMOAb3yeTca A TOro, Ytobbl MAEHTUPUUMPOBATL CKOMbKO KOMWiA
MYTUPOBAHHOIO (M3MEHEHHOrO) reHa y MHAMBMAYYMA. ITOT TECT UCNONb3YeTCs, KOoraa WU3BECTHO,
YTO ABEe KOMWW BbI3bIBAOT FEHETUYECKOE OTK/JOHEeHWe. ITOT TMM TecTMpOBaHWA npeanaraertca
WHOMBMAYYMAM, KOTOPblE WMMEIOT CEeMEeMHYl WCTOpPUIO reHeTMyeckoro 3abonesaHua U
MHOMBMAYYMAM, MPUHAANEXALWMM K OnpeaeneHHbIM 3THUYECKMM rpynnam, C yBeNUYEHHbIM
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PUCKOM onpeneneHHbIX reHeETUYeCKUX OTKNOHeHuI. Ecnn oba poanuTenAa NpoBeEpPEHbI, TECT MOXET
AaTb Mchopmau,mo O PUCKE Napbl Ha poxXaeHue p66EHKa C reHeTUu4eCKMM OTK/IOHEHNEM.

Mpeapoaosoe (NpeHaTanbHOE) TECTUPOBaHUE

anHaTafIbHOE TecTnpoBaHUe UCNOJIb3YyeTCA ANA TOoro, yTObbI O6Hapy)+(MTb n3MmeHeHHnA B reHax
UM Xpomocomax naoga nepes poxaeHmnem. 3TOT TUN TECTOB npeanaraeTca B xoae 6ep6MeHHOCTM,
€C/IN eCTb NOBbIWEHHbIN PUCK TOro, 4To p86eHOK 6yp,eT MMETb reHeTU4YeCKkne Nam XpomMmoCoMHble
OTKNOHEeHuA. B HEKOTOPbIX CAydYaAax npeHata/ibHaA AMArHOCTUKA MOXET CHU3UTb HeyBEePEeHHOCTb
napbl U1 NOMOYb UM MPUHATL pelleHna o 6epelv\eHHocw|. OLI,HaKO 9TW TeCTbl HE MOTYT BbIABUTb
BCe BO3MOXHble HacnenCcTtBeHHblE HAPYLWeEHNUA N BPOXKAOEHHbIE Aeq)eKTbl.

MpeaMmnnaHTaLMOHHAA reHeTUYECKanA AUarHoCTUKaA

MpeaumnaaHTaUMOHHAA reHeTuyeckana amarHoctuka (M) asnseTca cneumanmsMpoBaHHOM
TEXHONOTMEN, KOTopass MOMOraeT CHU3UTb PUCK poXaeHUs pebeHKa co crneunduyeckumm
reHeTUYECKMMM AN XPOMOCOMHBIMW HapyLeHUAMKU. ITO TECTUPOBAHNE UCMONb3YETCA ANA TOrO,
4yTobbl OOHAPYXKUTL reHeTUYeckue aedeKkTbl B IMOPMOHAX, KOTopble Obl CO34aHbl C MOMOLLbIO
pPenpPoOAYKTMBHbBIX METOAOB, TAKMX KaK WCKYCCTBEHHOE ONnnoaoTBopeHne B npobupke. CyTb
WCKYCCTBEHHOTO ONI0A0TBOPEHMA 3aK/HOYAETCA B TOM, YTO ONJI0A0TBOPEHME (CUAHNE ANLLEKNETKM
M crnepmaTto3ouia) NPOUCXOAMUT BHE KEHCKOro opraHusma. lMpoBoguTca 3abop ANLEKNETOK,
CNepMaTo30Ma0B, 3aTEM UX CMELUMBAIOT B YCAOBUAX MAaKCMMAIbHO MPUBAMIKEHHBIX K YCI0BUAM
4YeNOBEYECKOrO OpraHM3ama. Yepes onpeneneHHbll NPOMEXKYTOK BPEMEHW MNPOBOAWUTCA OTOOP
ONNOAOTBOPEHHDLIX AWLEKNETOK U UX AaNbHeNLlee KyAbTUBMpPOBaHME. 3aTemM aMOpPUMOHbI BBOAAT
B MONOCTb MaTKW, rAe MPOUCXOAUT MMMNAHTAUMA W JasbHelwee pa3suTue. 1A BbINOAHEHUA
npeaMmMmnaaHTaLMOHHOMW AMArHOCTUKK BepyT HECKOJ/IbKO KNEeTOK aMOpMOHa nepen MmaaHTaumnen
M NPOBEPAIOT Ha ONpeaeNeHHble reHeTUYeCcKne HapyLweHuA. ToNbKo aMBPUMOHbI 6e3 reHeTUYEeCKMX
HapyLeHni byayT BHeApPEHbl B MaTKy A5 Havana bepemeHHOCTH.

MpeacKasaTenbHasa AMArHOCTUKA U NpeacuMNTOMaTUYECKoe TeCTUpPOBaHue

MpeackasatesibHaa M MNPeACMMNTOMaTUYECKME TUMbl AMAarHOCTUKM  WUCMOAb3YIOTCA ANSA
TOro, 4T06bl 0BHAPYIKUTb MYTMPOBAHHbIN TEH, acCOLMMPOBaHHbIN C 3aboseBaHNAMM, KOTOpble
NPOSABAAIOTCA MOC/AE PONKAEHWUA, Yalle C BO3PACTOM. ITU TeCTbl MOTYT 6biTb MOAE3HbIMM ANSA
WHOMBWAOB, B CEMbSAX KOTOPbIX €CTb POACTBEHHWKM C reHeTMyeckmmmu 3abosesaHuAMM, HO
Yy 3TUX WHAMBMAOB HET BMAMMbIX MPU3HAKOB 3TOro 3abosfieBaHMA B MOMEHT AMArHOCTUKM.
MpeackasaTesbHaa AMArHOCTMKA MOXKET MAEHTUOMUMPOBATb MYTaLMK, KOTOPblE YBENMYMBAIOT
PUCK pPasBuTMA y nHAMBMAA 3a60seBaHNn C reHETUYECKUM KOMMOHEHTOM, TUMa onpeaeneHHbIX
TUMNOB pakKa.

I'Ipe,u,cmmnTomaquecr(oe TECTUPOBAHUE MOXKET onpeaennTb, 6y,CI,ET nn 'y 4YenoBekKa
reHeTn4yeckoe 3a6oneBaHme, ThNna remoxpomatos (HapyLLIEHVIﬂ obmeHa >+<ene3a), nepeg Tem
KaK NoABATCA MNPU3HAKN WU CUMNTOMbI 3aboneBaHus. Pe3yanaTb| npeacKkasaTte/sibHOro wm
npeacMmnTomaTn4eckoro TeCTMpOBaHMﬁ MOTYT 0aTb VIH(I)OpMaLI,VIIO O PUCKE pPa3snUTnA y uHameunga
onpeaeneHHoro HapyweHuna n NnpuHATb CBOEBPEMEHHbDbIE MEPbI K I'IpOd)MI'IaKTMKe.

CyaebHas anmarHocTuKa

CynebHas pgumarHocTMka WMAM 3KcnepTvsa wucnonb3yeT [AHK-nocnegosaTenbHOCTM, 4YTObbI
NMAEHTUOMLMPOBATb MHAMBUAA AN OPUANYECKMX Lieieit. B OTanYMe OT TeCTOB, OMMUCAHHBbIX BbilUE,
cyaebHasn akcnepTM3a He 3aHMMaEeTCa NAEHTUOUKALMEN reHHbIX MyTauuii, KOTopble 06ycnaBAnBalOT
pasBuTMe 3aboneBaHMA. ITOT TUM TECTUPOBAHMA MCMOAb3YeTCA ANA MAEHTUOMKALMM KepTs
KaTacTpodbl MAWM NPECTYNAeHUN, AnA naeHTUGUKaUMM NPECTYNHWKOB MAM MOA03PEBAEMbIX B
COBEPLLEHWUM NPOTUBOMNPABHbIX AEUCTBUIA, UIN ANATOrO, YTOObI YCTAHOBUTL CTENEHL BMOIOrMYECKOTO
POACTBA MEXAY NtoAbMM (HanpMMep: OTLLOBCTBO, MaTePUHCTBO, MOAMEHY AeTel).

45



Kak ebinonHaemca 2ceHemu4yecKoe mecmuposaHue?

KaK TonbKo MHAUBUA, NPUHUMaET peLlleHne I'IpOﬁTI/I reHeThyecrkoe teCtmpoBaHue, Me,CI,MLI,MHCKMIz
FreHEeTUK, ﬂepBMquIVI Bpay naun Bpay-cneLmaanmct MOXKET 3aKa3aTb TECT. [eHeTuyeckoe TeCTUpoBaHuMe
4acCTo NpPoOXo4AT BO BpemA reHeTU4ecKom KOHCy/bTalUN.

[NA reHeTUYECKOro TeCTMPOBaHNA NOAXOAAT 06pa3sLbl KPOBM, KOXKMU, aMHUOTUYECKAA MUAKOCTb
(*kMAOKoCTb, KOTOpas OKpy*KaeT ambpuoH B Bxoge bepemeHHOCTM), OyKKanbHOro (3alLe4yHoro)
anuTeNMa WAM aApyras TKaHb. Hanpumep, ans npoueaypbl 3abopa 6yKKanbHOro 3snutenus
MCNONb3yeTcA Ma/ieHbKaa LIeTOYKa WM X/I0MKOBas Najodyka Ans cbopa o6pasLoB KNETOK C
BHYTPEeHHeln nosepxHocTu Lekn. Obpasel, 6uomaTepmana 3aTeM MnocbinaoT B NabopaTopuio, rae
cneumanncTbl UWYT onpeaeneHHble U3meHeHua B Xxpomocomax, AHK, nuan 6enkax B 3aBUCMMOCTU
OT nogo3pesaemoro 3abonesaHusa. SlabopaTopusa coobuiaeT o pesynbTaTax Tecta B MUCbMEHHOM
dopme Bpayy UAM HENOCPEACTBEHHO NaLMEHTY.

[NA reHeTMYeCcKoro CKPMHUHIA HOBOPOXKAEHHbIX MCMONb3YyeTCcA Kanaa KpoBu, KOTopas 6epeTcs|
Npu YyKaZsblBaHNUU MNATKU pe6eHKa. B oTinume oT [pyrmx TUNOB reHeTUYeCKOro TeCTUPOBaAHMA,
TO/IbKO poAauTeNnb MOXKET NONy4YUT pe3ynbraT, eCan OH NONOXUTE/IbHbIN. O6b|‘-IHO, €C/In pe3ynbraTt
NONOXUTENbHbIN Tp66y8TCﬂ AOoNoNHUTENbHOE TECTUPOBAHME ONA TOrO, yTOObI onpeaenntb, UMeeT
nn pE6eHOK I,CI,(EI\;ICTBI/1T(EI'II:vHO reHeTn4yeCcKoe OTK/IOHEHME.

Mpexae, yem UHAMBUA cAenaeT reHeTUYECKMiA TecCT, BarKHO, YTobbl OH MM OHa MOHUMaNU
CyTb Npoueaypbl, NPEUMYLLECTBA M OrPaHUYEHUA TeCTa U BO3MOXKHOMO MOC/AeACTBUA NOAYyYEeHHbIX
pesynbratos. Mpouecc MHPOPMUPOBAHUA UHAMBUAA O TECTe U MOAyYeHUe paspelleHua Ha ero
nposeaeHMe Ha3biBatOT UHOOPMMPOBAHHbBIM COF1aCUEM.

Ymo maKoe npamoe 2eHemu4yeckoe mecmupoeaHue
nompebumeneii?

TpagMUMOHHO reHeTuMYecKMe TecTbl OblIM  AOCTYMHbI  TO/MBKO 4Yepes  CcheLuanncToB
34,0aBOOXPAHEHMS, TUMA BPaYen-reHeTUKOB. TN CNEeLManNCTbl 3aKasbiBaiM COOTBETCTBYIOLLMIN TeCT
B8 nabopatopumn, cobmpanmn n nocblnanu obpasLbl U UHTEPNPETUPOBANU MOSYYEHHDbIE PE3YNbTaTbI.
Mpsmoe reHeTMYecKoe TecTMpPOBaHME O3HAYaeT, YTO HEenoCPeACTBEHHO WMHAMBUL MOXKET Cam
3aKa3aTb reHeTM4yeckme TecTbl B nabopaTopun, y3HaB O HeN yepes TeNeBUAEHUE, PeKNamHble
06bABNEHUA NN UHTEPHET. 9Ta popMa TECTUPOBAHMUA, KOTOPOE TaK}Ke U3BECTHO KaK reHeTu4eckoe
TecTMpoBaHMe Ha Aomy, obecneuymBaeT AOCTYN MHAMBMAA K CBOEM reHeTm4yeckon uHdpopmauuu,
MWHYA Bpaya UIN CTPaXOBYHO KOMMaHUIO.

Ecnn noTpebuTenb xo4eT caenatb reHeTUYeCcKMiA TeCT, emy Nnoc/e 3akasa, Hanpsamyt no noyte
OTNpaB/AeTCcA KOMMAEKT ANA B3ATMA BbuomaTepuana (Yawe Bcero BYKKaNbHbIX KNETOK), MUHYsA
KabuHeT Bpaya. B KOMNAEKT BXOAMT LLETOYKa UM XJOMKOBbIA TamnoH, Npobupka n noapobHas
WMHCTPYKLUMA AnA B3ATMA 6Moobpasua. [anee, UHAMBUA, B AOMALUHUX YCNOBUAX MNPOU3BOAUT
3abop BMomaTepmana COrnacHO MOAYYEHHbIM UHCTPYKUMAM M OoTnpasaseT obpasel, No nouyte B
nabopatoputo. B HEKOTOPbIX CyYasaX UHAMBUAY HEOBXOAMMO NOCETUTb MOANKANHUKY, YTODbI B3ATb
KpoBb. [lanee UHAMBUA yBEAOMAAETCA N0 NoYTe UK TenledOoHyY, UM B pexkmnme on line oTHocuTenbHO
CBOMX pe3ynbTaToB. B HEKOTOPbIX Cydyasx HeobxoaMma KOHCyNbTauMa Bpaya-reHeTuKa AnAa Toro,
YyTO6bI 06BACHUTL pe3ynbTaTbl. Ha 3anage ueHa TMNUYHOTO reHeTUYECKOro TecTa MOXKET COCTaBAATb
OT HECKO/IbKMX COTEH A0/11apOB A0 HECKO/IbKUX ThICAY A0N/1apOoB.
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PacTywmit pbIHOK MPSMOro reHeTMYeCcKoro TeCTMPOBAHUA MOMKET 3HauyMTe/lIbHO MOBbICUTb
NOHMMaHWe reHeTUYeckux bonesHei, No3BONAET MNoTpebuTenam npuHMMaTb Honee aKTUBHYHO
ponb B 3a60Te 0 CBOEM 340POBbE, @ TaKKe 60/bLUE Y3HATb O CBOEM NPOUCXOXKAEHUU. [eHETUYECKNE
TeCTbl B JOMALIHWNX YCI0BUAX, OAHAKO, UMEIOT CYLLECTBEHHbIE PUCKM U OrpaHMYeHus. MNoTpebutenn
MOryT 6bITb BBEAEHbI B 3abay:KAEHWE NOYYEHHbIMW pe3yabTaTaMn B pesynbTaTe HemnpasBuibHO
BbIMO/IHEHHbIX TecToB. Kpome Toro, 6e3 KOHCynbTauMu CO CheuuvanmucTamu 340paBOOXPaHEHUs
OHW MOTYT NPUHATb BaKHble pelleHWUA O IeYEHUU, OCHOBAHHbIE Ha HETOYHOW, HEMOJIHOM, UK
HenpaBuAbHO MOHATON MHbOPMAUMM 06 KX 340poBbe. MoTpPebuTenn MoryT TakkKe NocTpasaTtb
OT pasrnaweHna MHPopmauum 06 Mx 340P0OBbE, ECN TEHETUYECKME KOMMAHUM UCMONb3YIOT UX
reHeTUYecKyr MHGOPMALLMIO HENPABOMOYHO.

HeO6XO/.'l,MMO NMOHUMATb, 4YTO reHeTun4yeckoe TeCTUpOoBaHUE [OaeT TOJIbKO MHd)OpMaLJ,MIO o
HapyweHunn B Kakom-nnbo onpegeneHHOM reHe yenoseka. Ha pasBuTMe MHOIMX 3aboneBaHui
MOTYT BINATb Apyrne reHeTun4eCckmne 1 akosiormn4eckme d)aKTOpr, o6pa3 YKU3HU U cemeiHasn ncropuma.
o1n d)aKTOpr AOO/1KHbI O6CV)K[I,aTbCF| B XO04€e KOHCyNbTaUunn C Bpav4yaMMu.

Kak moxcHo y6edumbca 8 mom, Ymo 2eHemu4yeckul
mecm 8bINnosHeH NPasusibHO U 0elicmeumesibHO
HYMEeH?

I'Iepe,u, npoxoxaeHnem reHeTn4yeckoro TeCtTMpoBaHUA BaXKHO y6eAI/ITbCFi, 4YTO TEcCT 6YLI,ET
BbIMNOJIHEH MPAaBU/ZIbHO U Ll,elzCTBVITeiIbHO HYXeH. [eHeTUYECKUI TECT BbINOJIHEH npasubHO, eCn
OH [aeT TOYHbIN pe3ynbrart. [Be OCHOBHble Mepbl TOYHOCTM MCNONBb3YHOTCA NMPWU BbINOJIHEHUN
reHeTU4eCKNX TecCToB: aHa/IMTUYeCKan COCTOATE/NIbHOCTb (BaﬂM,El,aTHOCTb) N KJINHUYECKanA
COCTOATENNIbHOCTDb. ,Cl,pyraﬂ mMepa Ka4yecCtBa reHeTU4YeCKOoro Tecta - NoJIHOUEHHOCTb UNN KTMHUNYECKanA
NONE3HOCTb.

e AHa/IMTU4YECKasa COCTOATE/NIbHOCTb 3TO OLLEHKA TOro HAaCKONbKO XOpouwo TecCT npeacKka3sbiBaeT
NPUCYTCTBUE UIN OTCYTCTBUE CI'IELI,M(I)W-IGCKOI’O reHa uan n3meHeHuAa B reHe. [pyrmumum cnosamm,
MOXET /I TECT TOYHO 06Hapy)KMBaTb npuUcyTCcTBMne onpeaeneHHoro reHeTM4eCckoro BapmaHTa namn
€ro oTcyrtcreue.

e KAMHUYEeCcKas COCTOATE/IbHOCTb 3TO OLEHKA TOrO HaCKO/1bKO XOPOLLO NPoaHan3upPOBaHHbIi
reHeTMYeCcKMnit BapMaHT CBA3aH C MPUCYTCTBMEM, OTCYTCTBMEM UIY PUCKOM Pa3BUTUA OonpeaeneHHoro
3abosieBaHumA.

e KAWHMYecKana Nose3HOCTb 3TO OUEHKA TOFO0 HACKONAbKO MOJie3eH TecT ANA YTOYHEHUSA
AMarHo3a, Ie4eHma Unu npegoTepalleHunsa 6onesHun.

K corkaneHuto, B KasaxcTaHe MOKa OTCYTCTBYIOT CTaHAAPTbl TpeboBaHMI, NpeabaBasemMble K
reHeTM4yeckum fabopatopuam M NPoBoAMMbIM UMK TecTam. Mexay Tem, B CLUA, peatenbHOCTb
BCcex Nnabopatopwuii, KOTopble BbINOMHAKT FeHEeTUYEeCcKMe TecTbl, PeryinpyeTca cneumanbHbiMm
depepanbHbiMM CTaHAAPTaMM KAWHUYecKkol nabopatopumn (Clinical Laboratory Improvement
Amendments (CLIA)) unu ewe 6onee cTporMmu rocyaapcTBeHHbiMM TpeboBaHMAMK. CTaHaapTbl CLIA
YKa3blIBatoT, KaK [LO/1IKHbI BbINOHATLCA TECTbI, KAKOBA A0MKHA ObITb KBaMPUKALMA NabopaTOPHOro
nepcoHana, KakmMe KOHTPOM KayecTBa Heobxo4MMO NPoBOAMUTb, A TaK¥Ke NpoBeAeHUe npoueayp
ONs Kaxkaon nabopatopuu. Ynpasnsa KayecTBOM nabopaToOpHOM MpakTWMKKM, ctaHgaptobl CLIA
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pa3pa60TaHbl, yTOObI rapaHTUMpoBaTb aAHA/IMTUYECKYKO COCTOATE/NIbHOCTb TEHETUYECKUX TECTOB.
CTaH,D,aprI CLIA He rapaHTUPYOT KAIMHUYECKYHO COCTOATE/IbHOCTb UM KAIMHUYECKYHO NOJIE3HOCTb
reHeTU4eCKNX TeCToB, a JInllb rapaHTUPYET UX Ka4EeCTBO.

[oKasaTenbCcTBa K/JAMHUYECKOW COCTOATENbHOCTM TEHETUYECKMX TecToB TpebyeT Aapyroe
BEOMCTBO, @ MMEHHO YnpaBieHue No CaHUTAaPHOMY HaA30pYy 32 KaYeCTBOM MULLEBbLIX NPOAYKTOB
1 megukamenTos (FDA). [ononHutenbHo wraT Hbto-Mopka TpebyeT MHPOPMALMIO OTHOCUTENBHO
KIMHUYECKOW COCTOATE/IbHOCTM BCEX N1ABOPATOPHbIX TECTOB, BbIMONHSAEMbIX B 3TOM LUTATe.

B KasaxctaHe noKa TpygHO ONpefennTb KavyecTBO TEHETUYECKOro TecTa, NPOLAHHOTO
HernocpeaCcTBEHHO NoTpebuTento. HUKTO M3 MeCTHbIX KOMNAHWUIM He cepTUDULMPOBAH CneLMaibHbIMK
cny>kbamm, Takumu Kak CLIA n, Takum obpasom, TPyAHO OLEHUTb KAYeCTBO reHeTUYECKUX TECTOB.
Moatomy, LenecoobpasHo OLEeHMBaATb KayecTBO TECTOB MO TOMY, HACKO/NIbKO JIEFKO W Hay4yHO
obocHoBaHO npeasaaraetca MHPoOpmauMa O TOM WMAN MHOM FEeHETUYECKOM TecTe noTpebuTento,
HACKO/IbKO OTKPbLITO S1abopaTopua MOXKET paccKasaTb O TEXHONOTMM MPOU3BOACTBA aHA/IM30B,
KaKoBa KBannduKaLma COTPYLHUKOB 1abopaTopum, TakKe HeobXoAMMO NOCOBETOBATLCA C BPAUOM
OTHOCMUTE/IbHO reHeTn4YecKon nabopaTopun.

Ymo darom pe3ysabmamosl ceHemu4YecCcKux mecmoes?

Pe3ynbTaTblreHETUYECKUXTECTOBHE BCErAa MOXHO NPAMOIMHENHO MHTEPNPETUPOBaTh. [losToMy,
Ba*KHO 419 NALMEHTOB U UX CEMbW 3a4aTb BOMPOCHI O 3HAaYEHUN U 3HAYMMOCTM TEHETMYECKOTO TecTa
KaK [0, Tak W nocsie Toro, Kak TecT 6bin BbiNosiHeH. Mpu MHTepnpeTauun pesyasraTa cnewmManmcTbl
reHeTUKM MU3yYaloT MeAULMHCKYIO UCTOPUIO Ye/lI0BEKA, CEMENHYI0 UCTOPUIO, U TUM FeHETUYECKOro
TecTa.

MONOKUTENbHBLIM pe3ynbTaT TecTa O3HauyaeT, 4yTo JnabopaTopua Halla U3MeEHeHWe B
cneunduyeckom reHe, Xxpomocome, uau benke. B 3aBUCMMOCTM OT Len NPOBEAEHHOrO TecTa, 3TOT
pe3ynbTaT MOXKET NOATBEePAUTL AMArHo3, yKasaTb, YTO MHAMBUA ABNAAETCA HOCUTEIeM reHeTUYeCKOoM
MyTalLuK, BbIIBUTb MOBbIWEHHbIM PUCK PasBUTUA 3aboneBaHua (TMnNa paka) B byayliem, wuau
YKa3aTb Ha HeOBXOAMMOCTb NPOBEAEHNA Aa/IbHEMLLMX aHaM30B. MOCKObKY YNeHbl CEMbU UMELOT,
B HEKOTOPOWM cTeneHu, ObLMi TeHEeTUYECKUI maTepuas, MONOKUTENbHbIA  pesy/abTaT TecToB
WHOMBUAA MOKET TaKXKe MMETb 3HAYEeHUA 1A TeECTUPOBAHMA ero 6IM3KUX POACTBEHHUKOB. BaxHO
OTMETUTb, YTO MOJIOKUTENbHbIN pPe3ynbTaT NpPeAcKasaTeNbHOro WKW MPeacMMITOMATUYECKOro
reHeTUYecKoro Tecta 0b6bIYHO HE MOKET YCTaHOBUTb TOYHbIN PUCK pa3BuTUA 3aboneBaHusA. Kpome
TOro, CNeLManucTbl 06bIYHO He WMCMOJb3YHOT MOJIOKUTENbHBIM Pe3ynbTaT TectTa A/ TOro, yYtobbl
npeackasaTtb cepbesHOCTb 3a601eBaHuA.

OTpMLI,aTe}'IbeIﬁ pe3ynbraTt TeECTUPOBAHUA O3HAYAET, YTO na6opaTopMﬂ HE Hall/la USMEHEHUA B
reHe, Xxpomocome, nnaun 6enke. 3ToT pPe3ynbTaT MOXKET YKa3aTb, YTO Y MHAONBUAA HET CI'IGLI,M(I)VILIECKMX
OTK/NIOHEHWI, OH He AB/SAETCA HOCUTENIEM TeHeTUYeCcKoMn MyTauuun, Mam He UMeeT yBesIM4eHHOro
PUCKa pa3BUTUA onpe,u,eneHHoﬁ 6onesHn. Takxe BO3MOXHO, OAHAKO, TO, 4YTO TeCT nponyctun
reHeTn4yeCKoe naMmeHeHMe Bbi3biBatkollee 60ﬂe3Hb, NOTOMY YTO MHOTMe TeCTbl HE MOTYT O6Hapy)KMTb
BCe reHeTn4yeckmne Hn3aMeHeHuA, KOoTopble MOryT Bbi3BaTb CI'IELI,M(I)MHECKOE OTKNOHeHue. [Hanee
HEO6XO,D,VIMO npoBeCTN OONONIHUTENIbHbIE TECTbl ANA NOATBEPHKAEHUA OTPULATE/IBHOIO pPe3ynbTaTa.

B HEKOTOpbIX C/AyYyasx OTPMLATE/bHbIN pe3ynbTaT He MOMKeT nOaTb HMKAKoM Moje3Hoi
MHPopMaummn. ITOT TWUM pesynbTaTa HasbiBaeTcA HeMHOOPMATUBHbLIM, Heonpeae/eHHbIM,
HEOKOHYaTe/IbHbIM, AN HEOAHO3HAYHbIM.
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HEVIHCI)OpMaTMBHbIe pe3ynbraTtbl TECTUPOBAHUA MHOTOA MNPOUCXOAAT MOTOMY, 4YTO Ka)K,D,bIﬁ
UHOUBUNLO NUMeeT 06LLI,ME, ecTecTBeHHble uameHeHua B ux JHK, Ha3biBaemble FIOI]MMOpd)VBMaMM,
KOTOpble He BAUAIOT Ha 340poBbe. Ecnm reHeTUYecKne TecTbl HaXo4AT U3MEHeHue B OHK, KOTOpaA
He cBsi3aHa c 3aboneBaHuem Yy Apyrux ﬂIO,D,Eﬁ, TO A0CTATOYHO TPYyAHO nNpeacka3aTtb, ABAETCA /U
3TO U3MEHEHNE €eCTECTBEHHbLIM I'IOIWIMOpd)M3MOM nnn MYTaLI,MEﬁ Bbl3b|Bai0LLl,e% 3aboneBaHue.
HEMHd)OpMaTVIBHbIﬁ Pe3ynbTaT HE MOXKET NOoATBEPAUTL NN NCKNHOYNUTD OI'IpE,D,GﬂEHHbIﬁ ANarHos, n
HE MOXET YKa3aTb, UMEET /I UHONBUNLA, YBEIIVI‘-IEHHbIﬁ PUCK pa3BntTuUAa 3aboneBaHuA.

Kakosa cmoumocmb 2eHemu4yecKo20 mecmd, U KaK
00s120 UX 8bINOAHAIOM?

CTOMMOCTb FreHeTUYeCcKOro Tecta MoxeT 6biTb oT 30 $ 10 6onee uem 2 000 S, B 3aBUCMMOCTH
OT MpUPOAbl U CNOXKHOCTM TecTa. CTOMMOCTb YBE/IMYMBAETCA €CnM Heobxoaumo npoBeneHue
6onee Yem ogHOro TECTa UM €CIN BCE YNI€Hbl CEMbM AO/IKHbI ObITb MPOBEPEHbI, YTOObI MONYYNTb
3HavawWMi pesynbTaT. B 60AbLMHCTBE CTPAH CTOMMOCTb CKPMHWUHIA HOBOPOXKAEHHbIX MOKPbIBAETCA
rocygapcTeom.

C MoMeHTa, Korga obpasel, 6bi/1 B3AT, 40 NOAYYEHUA Pe3yAbTaTa MOMKET NPONTM OT HECKONbKMUX
AHel [0 HEeCKONbKMX MecaLeB. Pe3ynbTaTbl NpeHaTabHOro CKpUHMHIA 0bbl4HO AOCTYMHbI Honee
6bICTPO, MOTOMY UYTO BPEMA - BarKHbIA GAKTOP B MPUHATUM PELeHUIt O MPOAOC/IKEHUN WU
npepbiBaHUM BepemMeHHOCTH.

Kakoea nonb3a om 2eHemu4yeckux mecmoea?

[eHeTUYeCKMe TecTbl B N106OM Caydae NonesHbl BHE 3aBMCMMOCTU OT TOrO Kakue pesy/ibTaThl
reHeTUYECKOro TeCTUPOBAHUA MOJyYeHbl. Pe3yabTaTbl 3TUX TECTOB AAlOT YBEPEHHOCTb MHAMBMAY
npv HeomnpeaeneHHON CUTyauMu, a TaK:Ke MO3BO/AIT MPUHATb 0OOCHOBAHHOE PeLleHua ANs
naaHMpoBaHMA cembu M 3abOTbl O CBOem 340pOBbe. Hanpumep, OTpuuUATeNbHbIA pesyabTaTt
OeNaeT HeHYXKHbIM Ja/ibHelllee TeCTUPOBAHNE U FTeHETUYECKUIA CKPUHUHT B HEKOTOPbIX Cay4asX.
MONOXUTENbHbIA Pe3yabTaT MOMKET HamnpaBUTb MHAMBMAA K AOCTYMHbIM Mepam NpPodUNaKTUKMK,
KOHTPO/IIO M BapuaHTaM feyeHus 3abonesaHus. HekoTopble pesynbTaTbl MOMYT TaKXke MoMOoYb
NPUHATL PELIEeHMS O BO3MOMKHOCTU MMeTb AeTell. CKPUHMHT HOBOPOMKAEHHbIX MOMET BbIABUTb
reHeTUYeCKMe OTK/IOHEHMA Ha paHHeM 3Tane KM3HM ANA TOro, 4Tobbl Kak MOXKHO paHblue
NPUCTYNUTb K IEYEHUIO.

Kakoebl pucku u oepaHuvyeHuUs 2eHemu4YecKux
mecmoasa?

dunsmyeckne pUCKM, CBA3AHHbIE C BONbLUMHCTBOM TEHETUYECKMX TECTOB, ABAAIOTCA OYEHb
HU3KMMK, 0OCOBEHHO A/1A TEX TECTOB, KOTOPbIE TPEBYIOT TONIbKO 06pasLbl KPOBU UM COCKOH KNETOK
WEeKN (BHYTPEHHAA NOBEPXHOCTb LWeKn). MNpoueaypa NpeHaTaNbHOrO0 CKPUHUHIA MMEET HUSKWUN,
HO peasbHblli PUCK NOTEPU BepeMeHHOCTH, MOTOMY YTO A/1A ero nNposegeHUsA TpebyeTcs obpasel,
aMHMOTUYECKOW KNAKOCTU AU TKaHM BOKPYT aMBpUMoHa.

MHorne u3 PUCKOB, CBA3aHHbIX C TreHeTUu4eCKMM TeCTUpoBaHUEM, 06yC}'IOB}'IEHbI
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3MOLMOHabHBIMK, COUMANbHBIMU UM GUHAHCOBbLIMM NOCAEACTBUAMM PE3YILTAaTOB TECTUPOBAHWA.
MHorue 4yBcTBYHOT cebA yrHeTeHHbIMM, 06€CNOKOEHHbIMM WM UCMbITBIBAIOT BUHY 33 pe3ynbTaTbl. B
HEKOTOPbIX C/Ty4anX reHETUYECKOE TECTMPOBAHWE CO34aET HANPAXKEHHOCTb B CEMbE, MOTOMY YTO 3TH
pe3ynbTaTbl MOTYT AaTb MHGOPMALLMIO O APYTrUX YNeHaX CEMbW B AOMNOJHEHMWE K YEOBEKY, KOTOPbIN
6bIN NPOTECTMPOBAH. BO3MOMKHOCTb rEHETUYECKOM ANCKPUMMUHALMK NPU YCTPOICTBE Ha paboTy uau
CTPaXoBaHWUK TaKKe Bbi3blBaeT 6eCNOKONCTBO.

[eHeTUYeCKOoe UCMbITaHNE MOXKET AaTb TO/IbKO OrPaHUYEHHYO MHPOPMaLMio 06 yHac eg0BaHHOM
3a60n1eBaHMKN. TecT YacTo He MOXKET OonpeaennTb B Kakoi dopme y MHAMBMAA ByaeT NposBAATbLCA
3abo0neBaHMe, HACKONbKO TAXenbl byayT nposBneHusa 3aboneBaHusa M byaer au 3abonesaHue
NPOrpeccMpoBaThb B TEYEHNE AONTOT0 BPeMEHMW. [lpyroe rMaBHOe orpaHMYeHMe - HeXBaTKa MPOTOKO/108B
NIeYEHMA MHOTUX TEHETUYECKMX OTKNOHEHUI, €CIN OHU BblIM O4HAXKAb! BbIAB/EHbI.

leHeTUKM NpodeccnoHanbl MOryT 06bACHUTL NOAPOBHO BbIFrOAbI, PUCKU U OTPAaHUUYEHUS KaXKka0ro
cneundmryeckoro Tecta. BaxkHo 4tobbl /1106011 YeNOBEK, KOTOPbIN PeLLna caenatb FreHeTUYECKUI TecT,
NOHMMa/ U B3BELIMBAA BCE 3TU GaKTOPbI Nepes TeM Kak NPUHATL pPeLleHne.

Yem omnauyaemca 2ceHemu4yeckoe mecmupoesaHue
6 HaYy4YHbIX uccsne008aHUAX OM KAUHUYECKO20
céeHemu4yecKoeo mecmuposaHun?

[NaBHble PasANUMA  MEXAY KAMHUYECKUM TreHEeTUYECKMM TeCTMPOBaHMEM W  Hay4YHbIMU
NCCNeoBaHMAMM - Le/b MCMNO/b30BaHMA TecTa, M KTO MoaydaeT pesynbrathl. Lenb HayyHoM
paboTbl - HANTU HEU3BECTHbIE TeHbl, NOHATb, KaK PaboTaloT reHbl U KaK OHW CBA3aHbl C TEM WM
MHbIM reHeTUYeckMm 3abonesaHnem. PesynbTaTbl TECTMPOBAHMA ABAAKOTCA 4YacTbiO Hay4yHOM
paboTbl K, 06bIYHO, HE AOCTYMHbI ANA NaUMeHTOB. KAMHMYeCcKoe TeCTUPOBaHNE, C A4PYroi CTOPOHDI,
BbINO/IHAETCA C Le/bto, YTOBbI Y3HATb O Hac/sea0BaHUM 3a60N1eBaHUA Y UHAMBUAYAbHOMO NALMEHTa
WUAKM cembu. JItoAM MOAYHAlOT Pe3yabTaTbl KAMHMYECKOro TecTa M MOryT MCMOo/b30BaTh MX, YTOObI
NPUHATbL PELIEHUSA O MeANLMHCKOM SIeYeHUU UAK PENPOAYKTUBHbIX Npobaemax.

50



FT’EHOTEPANUA

Ymo makoe 2eHomepanua?

FEHOTepaI'IVIFI - 3KCNEpMMeHTasibHaAa TEXHO/10TMA, KOTOpPaA OCHOBaHa Ha WCNOJ/Ib30OBaHUE
reHos, YTOObI NEYNTH UK npeaoTBpPaTnUTb pasBuUTUE 6onesHn. B 6y,a,yu.|,eN\ 3Ta TEXHONIOTNA MOXKET
NO3BOJIUTb BPa4YaM J1e4nTb 3ab60/1eBaHMA 3a CYET BCTABKMU ”I'IpaBMﬂbHOI'O” reéHa B KNeTKN naymneHTa
BMECTO TOr0 YTOObl MCNOb30BaThb NNEKapCTBa Ui onepawmn. NccnepoBatenu BblAENAOT HECKO/IbKO
noaxoaos B reHoTepannu:

e 3amMeHa M3MEHEHHOro reHa, KOTOprVI BbI3blBaeT 60/1€3Hb Ha 340p0OBYHO, HOPMaAJIbHYIO
KOMUWIO reHa.

e  WHaKTMBMpPOBaHME, UAU “BbIKOYEeHNE” U3MEHEHHOro reHa, KOTopblh GYHKUMOHUpPYET
HeHaasexawmm obpasom.

e BBOA (BHeApeHWe) HOBOTO reHa B 0praHM3am Ans 60pbbbl ¢ 60M€3HbIO.

Xota reHorepanusa - MHOI’OO6€LLI,aPOLLI,aFI TEXHO/IOTUA IeYEHNA MHOXKeCTBa bonesHel (BKﬂI‘O‘-IaFI
HacneacTtBeHHbIE 60ﬂe3HM, HEKOTOpPbIE TUNbl pPaKa W onpenesieHHbIX BUPYCHbIX MH¢EKuMﬁ),
TEXHOJIOrMA OCTaeTcs OnacHoOm U HaxXoauTCA BCe elle B CTagun Haquoﬁ paapa60TKM, NnoTOMY 4TO
HEO6XO,£I,VIMO YOOCTOBEPUTBLCA B €€ 6e3onacHOCTN U 3¢¢EKTI/IBHOCTVI. FEHOTepaI'IMH B HacToAlee
BpemAa pa3pa6aTblBaETCﬂ AanAa 336OHEBaHMﬁ, KOTOpPbIE HE UMEKT HUKAKOTIo Ne4eHUnA.

Kak pabomaem 2ceHomepanus?

OCHOBHas LeNb reHoTepanuu - BBeAEHWE TEHETUYECKOrOo MaTepuana B KAETKM OpraHuM3ma
017 KOMMEHCaUuMM WM3MEHEHHbIX TEHOB WAM CUMHTe3a Heobxoaumoro 6enka B Hux. Ecam
NPOAYKTOM MYyTMPOBAHHOrO reHa ABasetca AedeKTHbl 6enok, To reHoTepanua npeagsaaraet
BBeZEeHME HOPMA/NbHOM KOMUM 3TOFO ¥Ke reHa, C KOTOPOoro 6yaeT CMHTe3NPOoBaTbCA HOPMaibHO
bYHKUMOHMpPYOLWM 6enok.

[eH, KOTOpbIli BBEAEH HEMOCPEACTBEHHO B KNETKY, 0ObIYHO He dyHKUMOHMpYeT. Heobxoamm
CNeumanbHO TreHeTUYEeCKM CKOHCTPYMPOBAHHbLIA MNEepeHOCYMK ANA ero  AO0CTAaBKWU, KOTOPbIN
Ha3blBAETCA BEKTOPOM. HeKoTOopble BMPYCbl YaCTO MCMOJb3YIOTCA KaK BEKTOpa, MOTOMY YTO OHMU
MOTYT AOCTAaBUTb HOBbIM reH NPU MHPUUMPOBAHUM (3apaxkeHnUn) KNeTKn. O4HAKO BUPYCbl UISMEHEHbI
TaKMm 06pa3om, YTO OHM He MOTYT Bbi3biBaTb OO/IE3HU KOrAa MUCMO/b3YIOTCA B JIOAAX B KayecTse
BEKTOPOB. HekoTopble TWUMbl BUPYCa, HaNnpMmMep PEeTPOBUPYCbl, BCTPAMBAIOT CBOM FEHETUYECKUI
MmaTepuan (BK/AKOYas HOBbIM TeH) B XPOMOCOMY KAeTKy. [lpyrve BMpYyCbl, TMNA aAeHOBUPYCHI,
poctasnatoT JHK B Aa4po KneTku, Ho npu atom HK He BCTpanBaeTcA B XPOMOCOMY.

BeKkTOp MOKeT 6biTb BBEAEH BHYTPMBEHHO HEMOCPEACTBEHHO B TKAHb Tefa yenoseka. Mam
06pasupbl KNETOK MOryT 6biTb B3ATbl M3 OPraHM3Ma MaLMeHTa, B KOTOpble 3aTemM B S1abOpPaTOpPHbIX
YCNIOBUAX BCTABNEH BEKTOP. 3aTeM KAETKM, COAEeprKallMe BEKTOP, BO3BPALLAIOT MALMEHTY.
Ecan BCTaBKa BEKTOpa MpoOM30Laa YCNEeWwHOo, TO eCTb HOBbIM FeH BCTPOWCA, TO CUHTE3UpyeTCs
bYHKUMOHMpPYOLWMN Benok.

BOO6LLI,€, nccnegoBaTtesin A0/TXKHbI NpeoaosieTb MHOINo TEXHUYECKUX ﬂpOGI’IGM, npexae 4em
reHotepanuna CTaHeT UCMNONb30BaATbCA B NMPaKTUYECKUX UENAX ONA NeYeHUA. Hanpvwlep, Y4yeHble
AO0J1KHbI HaMTM ONTUMANbHbIN nyTb OOCTaBKMU TEHOB K CI'IGLI,I/I(I)VI‘-IECKMM KNE€TKam (a,CI,DECHaFl
AOCTaBKa). OHUM TaKKe A0NXKHbI rapaHTNpoOBaTb, YTO HOBbIE rEHbl TOYHO KOHTPOIMPYHOTCA TE/IOM.

51



BupycHas Hoswbit BupycHas

AHK reH [HK ,{ >‘/
. DRODAR vl P

e ¢ MogauduymposanHas AHK g
e . « B BeKTope. =
{52 - . Menosupycnuﬁ' ¢ 5
BekTop npukpennseTcs g/ BEKTOp ¢ P
K KNeToyHow Membpare - . : e
- A =
TR Y |
BekTop nomelyaeTcs \ S:&O:;:f:uupyef Apo 5
B BE3NKyny . I
. ul
’ z / o % '_‘ " f , 44 7
Beaukyna pacnanaetcs, = = } ¥ 1 ’
s BbiNycKan BeKTop W o ~€f
g ° A leHoTepanus KneTka npou3soauT 6eno)xqct
C UcCnonb3oBaHuem € NOMOLYLIO HOBOTO reHa
3 HEHOBMPYCHOro BEKTOpa ;% & =

&8
<

HoBbIlN reH BCTaB/ieH B afeHOBMPYCHbIN BEKTOP, KOTOPbIM MCMo/b3yeTcA, YTobbl BBECTU M3MeHeHHyo [OHK B
YesioBeYEeCKyto KieTKy. Eciv nHduumMpoBaHMe NPOLWNO yCnewHo, HOBbI reH byaeT CMHTE3MpoBaTb GYHKLUMOHAAbHbIN
6enoK.

be3zonacHa nu 2eHomepanua?

BO3MOXHOCTb MCNO/AIb30BaHMA reHoTepanuu AnA Jie4eHusn bonesHel B HacToAlee BpemA
uccnegyetca. Tekywme UCCefOBaHUA  OLEHMBAOT 6e3onacHOCTb reHoTepanuu, 6y,u,yu.|,me
nccnegoBaHnA AONKHbBI MPOBEPUTL UX 3¢(beKTMBHOCTb. Heckonbko MCCJ'Ie,D,OBaHMﬁ y>e noKasasnaum,
YTO 3TOT NOAXo4 MOXET MMETb O4YEHb Cepbe3HbIE PUCKN ANA 340P0BbA, HanpmMmep TOKCUYHOCTD,
BocCnaseHne, N pakK. MNOCKONbKY 3TU MeToAbl OTHOCUTE/IbHO HOBblEe, YacTb PUCKOB MOTyT 6bITb
Henpeackasyembl. OaHako, y4dyeHble-meankun, UHCTUTYTbl U TOCYOaPCTBEHHbIE areHTCTBa NPOo40/1XKatoT
pa6OTaTb, 4yTOObI rapaHTUpoOBaTb 6e30nacHOCTb reHoTepanmmn HaCKOJ/IbKO 3TO BO3MOXKHO.

B CLUA denepanbHble 3aKOHbI, MHCTPYKLUMM U MPaKTUYECKME PYKOBOACTBA 3aLUMLLALOT NOAEMN,
NPUHUMAIOLWMX Yy4acTUE B TaKUX WMCCAEAOBaHMAX (KNMHMYECKMEe MCMbiTaHuA). YnpasaeHue Mo
KOHTPO/IIO 33 MULLEBLIMWU MPOAYKTaMMU U NeKapcTBeHHbIMK npenapaTamun CLUA (FDA) perynunpyet
BCE NPOAYKTbl reHoTepanun B CoeanHeHHbIx LLTaTtax u HabaogaeT 3a UccnegoBaHUAMK B 3TOM
obnactu. MccnepoBatenu, KOTOpbIe KelatoT MPOBEPUTb CBOM METOA reHOTEPANMU B KIMHUYECKOM
MCNbITAHUU, AONXKHbI CHayana nony4ntb paspeweHue ot FDA. FDA nmeeT NOAHOMOUYMNA OTKNOHATL
WU NPUOCTAHOBUTb KIMHUYECKUE UCMbITaHUA KOr4a eCcTb NoA03PEeHMA B TOM, YTO OHU OMNacHbl ANA
YYACTHUKOB.

HauuoHanbHbii MHCTUTYT 3m0poBba (NIH) Take uWrpaeT BaKHyl0 posb B obecrneyeHun
6e3onacHocTn reHoTepanuu. NIH BbipabaTtbiBaeT pyKOBOACTBA A/1A UCCNef0BaTENEN U YUPEKAEHN
(Hanpumep, yHMBepcUTETbI U 6ONbHULBI), KOTOPbIM OHW AO/IKHbI CNeA0BaTb NMPU MNPOBEAEHUM
KNAMHUYECKUX UCMbITAHUW, CBA3AHHbLIX C reHoTepanuen. 3T PYKOBOACTBA TAKMKe YKa3blBalOT, YTo
KNMHUYECKME UCMBITAHUA B YYPEKAEHUAX, KOTOPbIE NOAy4yatoT GUHAHCUMPOBAHME AAA 3TOrO TMMA
nccnefoBaHWUM, LOMXKHbI ObiTb 3apernctprpoBaHbl B NIH. [pOTOKOA MM NAAH KaXKA0r0 KIMHUYECKOTO
MUCCNeoBaHMNA TaKXKe npeaBapuTenbHO paccmaTtpuBaeTtcs cneuuanbHbim Komutetom NIH (Recom-
binant DNA Advisory Committee, RAC) ana Toro, 4tobbl onpeaenuTb MeAnLMHCKUE, STUYECKUe
npobsiembl, a TakXKe npobaembl 6e30nacHOCTH.
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KomuTeTbl No 3TUKe B HAYYHbIX MHCTUTYTAX, @ TaKXKe KOMUTETbI Buonorunyeckoi 6e3OI'IaCHOCTM,
KOTOpblE YyXKe d)YHI-(LI,MOHVIpyl'OT n B KasaxcrtaHe, A0/KHbI OA06pMTb KaxXgoe KanHum4yeckoe
nccnegoBaHme, B TOm 4ncsie U NpoToOKOJibl reHoTepannu, npexae 4em 310 uccnegoBaHne MOXKeET
ObITb BbIMOAHEHO. ITM KOMUTETbI ABMAIOTCA KOMUTETAMMU HAaY4YHbIX U MeAUUNHCKNUX COTPYAHUKOB,
KOTOpPbIE NPOBEPAKOT BCE UCCNEOO0BAHNA B yYpeEXKOEHNAX.

MHOroKpaTHble YPOBHM OLEHKW MPU3BaHbl rapaHTUPOBATb 6e3onacHOCTb reHorepanmn -
rNaBHOIo NpUopuUTeETa B NJ1aHUPOBAHUN U BbINMONTHEHUN MCCHEAOBaHMVI.

9muyecKue npobaembl 2eHomepanuu?

MOCKONbKY reHoTepanua npeanonaraeT M3MeHEeHMEe OCHOBHbIX MHCTPYKLMIA opraHvM3ma, 3a
CYeT BBEAEHMA HOBOW reHeTMYecKon MHPOPMaLMKM, BOZHUKAO MHOFO 3TUHYECKMX BOMPOCOB. BoT
HEKOTOpblE 3TUYECKME BONPOCHI UCMO/Ib30BaHWA reHoTepanmm:

e KTo pewaeTt, Kakue OTKNOHEHUA ABAAKOTCA HOPMaJbHbIMW, a KaKue ABAAIOTCA
HEeHOPMaNbHbIMK?

e BbICOKadA CTOMMOCTb reHoTepanun genaet ee AOCTVFIHOI\;I TOJIbKO ON1A 6oratbIx ﬂPO,D,EVI?
e MoeT N WMPOKO UCNOJIb30BaTbCA reHoTepanua gna mo,u,eﬁ Pa3HbIX HaLI,MOHaanOCTEﬁ?

e MoOXeT N reHoTepanma UCNoab30BaTbCA ANA “yaydlleHMa” YenoBeKa, Hanpumep, PocT,
WHTENNEKT UKW CNOPTUBHbIE CNOCOBHOCTM?

CoBpemMeHHble UccnegoBaHMsA B 06/1acTM  reHoTepanun CoCcpeaoToYMIoCh Ha TOM, YTObbI
JIeYNTb /0N Ha OCHOBE COMAaTUYECKUX KJETOK, TUMa KAETOK KOCTHOIO MO3ra U/IN KNETOK KPOBMU.
3TOT TUN reHoTepanMm He MoXeT bbITb NepeaaH AeTAM OT poaUTeNs.

FEHOTepaI'IVIFI, OCHOBaAHHAA Ha FIVILI,GKI'IETKBX n cnepmartosonaax (3ap0p,blLLIEBble KJ'IeTKM),
NO3BOJIAET BCTAB/IEHHOMY reHy 6bITb nepegaHHbIm 6y,CI,YLIJ,I/IM NOKONEHMAM. DTOT NOAX0A U3BECTeH
KaK d)ETafIbHaFI reHorTepanua. Maea oTHoCUTENbHO ¢eTaanoﬁ reHoTepannu CrnopHa. BToO BpeMA KaK
€€ NCNO0Nb30BaHNE MOXKET NPEeaOXPaHUTb 6yp,yu.me NOKOJ1IEHNA BCEMbBE OT Ha/INYUA CI'IeLI,Md)VI‘-IECKOFO
reHeTU4eCKOoro OTK/IOHEHWUA, BHELQPEHNME HOBOIo reHa MOXET NOBJ/IMATbL Ha Pa3BUTUE 3apoabllla
HEeOXNOaHHbIMU cnocobamu uAM MMETb AONTOCPOYHbIE noboyHble 3¢¢EKTbI, KOTOpblE eue
HEN3BECTHbLI. Kpome TOro, Nroaun, KoTopble Mmoriun 6bl POoAUTBCA B pe3y/sibTaTte ¢eTaan017| TEepanuny,
M3HAa4Ya/IbHO HE MMEIOT LLaHCa Bbl60pa neyvyeHunA.
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MPOEKT TEHOM HEJIOBEKA

Ymo makoe - 2eHom?

[eHoM - nosiHbIN Habop AHK opraHuama, BKtoUYas Bce ero reHbl. Kaxabii reHOM COAEPKUT BCHO
MHbOpMaLMIO, HEOBXOAMMYIO AA POCTA U NOAAEPKAHWUA OpraHM3Ma. Y YenoBeKa reHOM COCTaBAsAeT
0K0J10 3 MuanMapaa nap ocHoBaHun IHK, KoTopble HAaXOAATCA BO BCEX KAETKAX, UMEIOLNX S4P0.

Ymo makoe «[lpoeKkm 2eHOMa Yesno08eKa»

MpoekT no pacwuodpoBke reHoma uyenoseka (The Human Genome Project, HGP) —
MeXAYHAaPOAHbIN Hay4YHO-UCCef0BaTENbCKMIA MPOEKT, I1aBHOW Lenblo KOToporo 6b110 onpeaenuntb
nocnefoBaTe/bHOCTb HYK1eoTUAOoB, KoTopble coctasaatoT AHK u ngeHtudmnumposats 20-25 Tbic.
reHoB B YesloBeyeckom reHome. MpoeKT Havanca B 1990 rogy noa pykoBoacTsom [keimca YoTcoHa
nog, arnaoi HaumoHanbHOM opraHusaunm 3apaBooxpaHenuns CLUA. TpEXmMUANMapAHbIN NPOEKT bbin
dopmanbHo 3anyuueH B 1990 rogy muHucTepcTtBom aHepreTMkn CLUA 1 HauMoHanbHbIM MHCTUTYTOM
340aBOOXPAHEHUS, N OXKMAANOCb, YTO OH npoaauntca 15 net. Momumo CLUA B mexayHapogHbIi
KOHCOpLMYM BOLAW reHeTUKM Kutasa, PpaHumm, lfepmanumn, AnoHmnn n BeankobputaHmm.

«YepHOBUK» reHoma O6bln 3akoH4YeH B 2000 roay. MpoAoKeHNe CEKBEHUPOBAHUA NMPUBENO
K 0bbaBneHuto B anpene 2003 roga o MOYTM MONHOM 3aBeplueHuM paboTbl. B mae 2006 roaga
onyb6/aMKoBaHa Noc/ief0BaTeNbHOCTb NOC/eAHEN XPOMOCOMbI — XpoMocombi 1.

YacTHol KomnaHuel «Celera Genomics» 6bla 3anyLWeH aHA/IOTMYHbIN NapannenbHbliA NPOEKT,
3aBEpPLUEHHbIV HECKOIbKO paHee MeXAyHapo4HOrO.

Llenb npoekma

Bbl10 cPOpPMYNMPOBAHO NATb OCHOBHbIX LIENeN:

1) 3aBepWNTb COCTaBNEHME AETa/IbHOM FreHETUYECKOM KapTbl, Ha KOTOPOI BblM 6bl MOMEYEHbI
reHbl, OTCTOALLME APYT OT APYyra Ha PACcCTOAHMM, He MPEBbIWAOLLEM B CpegHeM 2 MIH OCHOBaHM (1
MJTH OCHOBaHWM NPUHATO Ha3biBaTb 1 Merabasa, cokpaleHHo M6, oT aHr. cnoBa base - ocHoBaHue),

2) cocTaBUTb PU3MYECKME KapTbl KaxKaoli XpoMmocombl (paspeleHme 0,1 M6),

3) Nnony4nTb KapTy BCEro reHoMa B BUAE OXapaKTepM30BaHHbIX MO OTAENbHOCTU KNOHOB (5 ThiC.
OCHOBaHWM B KNOHe, Unun 5 Knnobas, K6),

4) 3aBepwntb K 2004 roay nonHoe cekBeHupoBaHue AHK (paspeweHune 1 ocHoBaHwue), 5)
HaHeCTW Ha, MO/IHOCTbIO 3aBEPLUEHHYI0 FTEHOMHYIO KapTy, BCe reHbl Yenoseka (K 2005 roay).

OXKnAanocb, YTo, KOraa BCe yKasaHHble uenu byayT AOCTUIHYTbI, MCCaeaoBaTeNIn onpeaenat
BCce (YHKUMM TreHOB M pa3paboTatoT MeToAbl BUONOTMYECKOro M MEAULMHCKOrO MPUMEHEHUS
MONYYEHHbIX AAaHHbIX.
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lpyras uenb npoekta «[eHOM uYenoBeKa» — WCCNeAOBaHWE 3TUYECKMUX, NPaBOBbLIX M
COUMaNbHbIX NOCNeACTBMIA pacluMPpPOBKM reHoMa. BaxKHO uMcciegoBaTb 3TW BOMPOCHI U HAUTU
Hambonee noaxoaallMe peLleHUs 40 TOro, Kak OHU CTaHYT NOYBOW AN PAa3HOMNACKIA U MOAUTUYECKMX
npobnem. Bce Noan UMEIOT B TO UAN UHOW CTENEHM YHUKa/IbHble FeHOMHbIE NOC/1eA0BaTeNbHOCTY.
MosToMy AaHHble, Ony6/MKOBaHHblIE MNPOEKTOM «leHOM 4YenoBeKa», He coaepaT TOYHOM
nocnenoBaTe/lbHOCTU TEHOMOB KaXAO0ro OTAeNbHOro YyenoBeka. ITO KOMBUHUPOBAHHbIN FreHOM
HebOoNbLIOro KOAMYEeCcTBA aHOHUMHbIX AOHOPOB. oAyvyeHHas reHOMHas MnocneAoBaTelbHOCTb
ABNAETCA OCHOBOW Ans byaywei paboTbl N0 UAEHTUDUKALUN Pa3HULLbI MEXAY UHAMBUAYYMAMMU.

YacmmHsili npoekm «feHoOM YesnoeeKa»

B 1998 roay amepuKaHCKMA uccnegosaTensb Kpelir BeHtep un ero ¢mpma «Celera Genom-
ics» 3anycTUAM aHanorMyHoe uccnefoBaHMe, GUHAHCMPOBAHHOE YACTHbIM KanuTanom. Llenbto
ero cobctBeHHoro $300-munnmnoHHoro npoekta «Celera» 6bino Gonee 6bicTpoe M AewésBoe
CeKBEHMpPOBaHMe YeN0BEYECKOro reHOMa YemM B $3-MUANNapAHOM rocyAapCcTBeHHOM MPOEKTe.

XoTs pabouymit BapnaHT reHoma 6bin aHoHcMpoBaH B MtoHe 2000 roga, «Celera» n yuyéHble,
paboTaBlwMe B npoekTe «leHOM 4enoBeKa», onybaAnMKoBanW AeTanun cBoel paboTbl TONbKO B
deBpane 2001 roaa. CneumanbHble BbINYCKM XypHana «Nature» (KOTopbiit Ny6anKoBan Hay4yHble
CTaTbW rocyAapCTBEHHOIO NPOEKTa) U KypHana «Science» (KoTopblii onybrMkosan ctaTblo «Celeray)
onucanu meToApbl, UCNONb30BaBLUMECA ANA NPOU3BOACTBA YEPHOBMKA MNOCNELOBATE/IbHOCTU, U
NpeanoXunam eé aHanmns. 3TMYepPHOBMKM NOKPbIBANAN NpUMepHO 83 % reHoma (90 % 3yXxpomMaTUHOBbIX
pernoHoB ¢ 150 000 6pelueit, a TakkKe coaep’Kanm NopsaoK U OPUEeHTALMUI0 MHOTUX BCE ellé He
3aKOHYeHHbIX cermeHTOB). B deBpane 2001 roaa, Bo Bpemsa NOArOTOBKM COBMECTHbIX Ny6ANKaLNA,
61211 BbINYLLEHbI NPECC-Penmn3bl, TOBOPALLME O TOM, YTO MPOEKT 6bia 3aBepLUEH 06ermm rpynnamu.
B 2003 1 2005 rr. 6b111 @aHOHCUPOBaHbI YAYy4YLLIEHHbIE YEPHOBUKMU, COAEPKaBLIME NPUBAN3NTENBHO
92 % nocnenoBaTeNibHOCTH.

JoHopbl 2ceHOMa

B mexrocygapctBeHHOM npoekte «feHom yenoseka» (HGP) uccnegosatenn B3aam obpasibl
y 6onblworo ymcna goHopos. M3 umncna cobpaHHbix 06pasyoB MCTOYHMKOM [OHK ctanu nvwb
HECKO/IbKO. TakKMM 06pasom, SIMYHOCTU AOHOPOB OblAM CKPbITbl, YTOObI HU AOHOPbI, HU YYéHble
He MOr/IM 3HaTb, Ybsi UMeHHO [JHK 6blna cekBeHMpoBaHa. Bo BCEM npoeKTe Hbliv UCNOAb30BaAHbI
MHOro4Yuc/eHHble KAoHbl JHK 13 pa3nnyHbix 6ubanotex.

B npoekte KomnaHuu «Celera Genomics» pnsa CEKBEHMPOBaAHMA ucnonb3oBanacb [AHK,
NOCTYNMBLUAs OT MATU Pa3/INYHbIX YenoBeK. Kpeiir BeHTep, B TO Bpemsa ObIBLUNI raBHbIM Hay4YHbIM
pykosoautenem «Celera Genomics», no3gHee npusHancs, yto ero JHK 6b11a ogHMm 13 21 o6pasL,os
B 06Lem poHae, NATb U3 KOTOPbIX OblM OTOBPAHbLI 418 UCMONb30BaHMA B NMPOEKTE.
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lepcnekmuessbi

PaboTa Hag UHTepnpeTauuen 4aHHbIX FeHOMa HaXxOAMUTCS BCE elwé B CBOeM HaYaNbHOM cTaauu.
OXunpgaetcs, YTo AeTasibHOe 3HAaHME Yes/I0BEYECKOro reHoma OTKPOEeT HOBble MyTM K ycrnexam B
MeguuMHe U BUOTEXHONOMMW. FCHble MPAKTUYECKMe pes3y/nbTaTbl NPOEKTa MOSBWUIUCH elé Ao
3aBepluieHna paboTtbl. HeckonbKo KomnaHui, Hanpumep «Myriad Genetics», «23andme», «De-
code» Havyanu NpeanaraTtb reHeTUYecKne TecTbl, KOTOpPble MOTyT NOKa3aTb NPeAPacnoOKEeHHOCTb
K pa3nivyHbiM 3a6071€BaHMAM, BKHOYAA PaK rpyam, HapyLeHUs CBEPTbIBAEMOCTM KPOBU, KUCTO3HbIM
¢nbpo3s, 3aboneBaHNA NEYEHN M MHOTUM Apyrum. TakkKe oXuaaeTtcs, 4To MHGopMaLua O reHome
yesioBeKa MOMOMKET MOWMCKY MPUYMH BO3HWKHOBEHWA paKa, 6onesHu Anburerdimepa v Apyrum
06/1aCTAM K/IMHUYECKOTO 3HAYEHUs! U, BEPOATHO, B OyAyLLem MOMKET MPUBECTU K 3HAUUTE/IbHbIM
ycrnexam B UX JIeYeHUN.

Bonee Toro, rybokoe NoHMMaHue npouecca 3aboseBaHMA Ha YPOBHE MOJIEKYIAPHOM Buonornm
MOXKET NpeasioKnTb HOBble TepaneBTUYECKNe Npoueaypbl.



T’EHOMHbBIE UCCTEAOBAHUA

Cnedyrowjue waau 8 2eHOMHbIX UCCe00B8AHUAX?

PacwundpoBKa reHoma 4enoBeka 6blia TOAbKO MepBbIM WArom B MOHMMaHWKW TOrO, Kakue
WMHCTPYKUMM, 3aKkoaupoBaHHble B [HK, BeayT K ¢YHKUMOHMPOBAHMIO OpraHuM3ma YesoBeKa.
Cnepytowian ctagms reHOMHbIX UCCIeA0BaHMIA COCTOUT B TOM, YTOBbI HayaTb NOyYaTb 3HAYMMbIE
3HaHWA OT nocnegosaTtenbHocTM OHK. MccneaoBaHuA, KOTOpble OCHOBbLIBAKOTCA HA pesynbTaTax
MpoekTta leHoma YenoBeKa, UAyT NOMHbIM XOA0M BO BCEM MUpE.

Ll,enu reHOMHbIX MCCﬂeAOBaHMVI B HacToALllee Bpema COCTOAT B TOM, YyTObOBbI:
e Onpeaenvtb GyHKLUUIO TEHOB M 31EMEHTOB, KOTOPbIE PEFYIMPYIOT FeHbl MO BCEMY FEHOMY.

e HaitTn pasnvuua (Bapuauumu) B nocneposaTenbHoct [HK niogeit M onpegenutb ux
3HayeHue. CaMblil PAaCNPOCTPAHEHHbIV TUM FTEHETUYECKUX PA3NINYMIA U3BECTEH KaK MOAMMOpPdU3M
eauHUYHoro Hykneotuaa nam SNP (npounsHocat “CHIMK”). 9TM maneHbKMe pasinyma MoryT noMmoYb
npeackasaTb PUCK PasBUTUA crieunduyecknx 6onesHen YenoBeKka U ero OTBeT Ha onpeaeseHHoe
neyeHve.

®  BbISCHUTb 3X-MepHbIe CTPYKTYPbI 6EKOB U MAEHTUPULMPOBATL UX GYHKLUW.
e WccnepoBaTb, Kak AHK v 6enkun B3auMogencTByoT APpYr C APYrOM U C OKPY*KatoLel cpeaomn.

e Mcnonb3oBaTb CTpaTerMm Ha OCHOBE reHOMa A/ pPaHHero obHapyKeHusa, AuarHosa wu
neyeHmna 6onesHen.

e MccnenosaTh STUYECKME, OPUANYECKME U COLMaAbHbIE MPOBAEMbI, MOAHATbIE FEHOMHbIMM
nccaeaoBaHUAMM

Monumopagusmoei eAuHUYHbIX HyKneomuoos (SNPs)?

Monumopdunambl €aUHUYHBIX HYKNEeOoTUAO0B, 4acTo HasblBaemble CHIu, aBnsaoTcA cambim
pacnpocTpaHeHHbIM TUMOM FEHETUYECKOTO Pa3numa mexay Atoabmu. Kaxabliii CMHM npeacTaBaseT
pasnuymMe B eAMHUYHOM CcTaHAapTHom 6noke [HK, HazBaHHOM HyKneoTugom. CHMN 3TO 3ameHa
HyKneoTnaa, Hanpumep, untosmHa (C) Ha Hykneotng TMMKH (T) B onpegeneHHom mecte B AHK
nocnenoBaTeNlbHOCTHU.

Cunbl 06bI4HO BCTpeyatoTca no Bceit IHK yenoseka. OHM BCTpeyatoTca B cpeaHem Kaxkable 300
HYK/1e0TUA0B, YTO 03HaYaeT npumepHo 10 munnmoHos CHIMKM Ha reHom YenoBseka.

O6bI4HO 3TK pa3nnuma (Bapmaummn) nokanunsyrotca B IHK nocnenoBatenibHOCTM MexKay reHamu.
OHKM MOryT MCMONb30BaTbCA KaK BMONOrMyeckne mMapKepbl, MOMOratowme y4eHbIM ONpesennTb
MECTOHaxXOXAeHne reHoB, KOTopble CBA3aHHbI ¢ bonesHbto. Korga CHIMu HaxogAaTcs B npeaenax
reHa uau B peryaupytouieit o61actv reHa, OHW MOTYT UTPaTb NPAMYHO POJ/ib B Pa3BUTUK Bone3Hu, Tak
KaK MOXKET N3MeHATbCA GYHKLMA reHa.

BonbwunHctBo CHIMKM He MmeeT HMKaKoro adgdeKTa Ha 340POBbE YE/IOBEKA U €ro pasBuUTUe.
HekoTopble M3 3TUX TEHETUYECKUX Pas3/IMuuiA, OAHAKO, MOTYT OKa3aTbCA O4YEeHb BaKHbIMU B
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uccnepoBaHMM 300pOBbA 4YenoBeKa. Mccnegsosatenn Hawam CHIM, KoTopble MOTYT NOMOYb
npeAckasaTb OTBET Ye/I0BEKA Ha OnpeaesieHHble NeKapcTBa, BOCNPUUMYMBOCTb K IKONOTMYECKMM
daKTopam, TMNa TOKCMHOB, a TaKXKe PUCK pasBuTUe cneunduryecknx 6onesHeit. CHUMNbI MOTYT TaKKe
MCMoNb30BaTbCA ANS TOro, 4YTobbl OTCAeAMTb HacnegoBaHWe reHoB 60sie3HM B Npeaenax cemen.
CoBpeMeHHble UccNefoBaHMA HaleNeHbl Ha BbiicHeHMe cBa3u CHIMU co cnosKHbIMK 6onesHaMM,
TMNa MHOAPKT MMOKapaa, AnabeT u pak.

leHOomM-accoyuupoB8aHHbIe uccnedosaHus?

[eHOM-acCcoUMMPOBaHHbIE UCCNEA0BaHMA - OTHOCUTENbHO HOBbIN MyTb AN YYeHbIX A1 Toro,
4yTobbl BbLIBUTbL FEHbl, aCCOLUMMPOBAHHbIE C BONE3HAMM YenoBeKa. DTOT METOA, ULLET B reHome
NoOANMOPPU3MbI €AUHUYHOTO HYKNeoTMAa WAM CHUNA, KOTopble Hambosiee 4acTo BCTpevatoTcs
y nogen co cneunduyeckumm 3abonesaHUAMM  (IKCNepMMEHTasbHAA rpynna) no CpPaBHEHWIo
C Ntoabmmn 6e3 6one3HN (KoHTposbHaA rpynna). Mpu  KaxkAoM MccnefoBaHUM OA4HOMOMEHTHO B
Kaxkaom 06pasie M3y4aloTcs COTHM MK Tbicaum CHIMu. MccnepoBateny MCNONb3YOT AaHHble OT
3TOro TMNa UccNefoBaHMsA, YTobbl TOYHO ONpPeaeNnnTb reHbl, KOTOPble MOFyT BHOCUTb CBOW BKAag, B
PUCK pasBUTUA onpeaesieHHbIX 3aboneBaHuni.

[TOCKONbKY B TFEeHOM-aCCOUMMPOBAHHbIX  uUccnepgoBanuax uccneaytotca CHIMu no scemy
reHoOMy, OHM ABAAIOTCA AOCTAaTOMHO MHOOPMATUBHBLIMU B U3YYEHUU CNOMKHbBIX, MYNbTUPAKTOPHbBIX
3aboneBaHu.

IToTNOAX0A y*e no3BoaAunA BblABUTbL CHIMK, KOTOpble acCcoLMMpPOBaHbl C HECKOBKMMM CIOXKHbBbIMM
3aboneBaHMAMM, BKAIOYAs AnabeT, MHPapKT mMmoKapaa, bonesHb MNMapKuMHcoHa 1 6one3Hb KpoHa.

lpoekm HapMap

[eHeTUMYecKnit Koa Nobbix ABYX Nl0Ael, He MMEeLWUX POACTBEHHbIX CBA3el, coBnagaeT Ha
99,9%. B 3TOM BblpakaeTca BUAOBOE eAMHCTBO YenoBedecTBa. OQHaKo ocTaBllelica ogHOM aecaTom
NpoLeHTa BNOJIHE 0CTaTOYHO, YTOBbI NOPOAUTL BCE pazHoobpasne noaeli Ha 3emne. CTapToBaBLUNIA
HECKO/IbKO N1eT Ha3ag NpoeKT HapMap cTaBua CBOEN Lie/ibio U3YYUTb 3TU Pasnunyms.

HapMap - KaTanior pacnpocTpaHeHHbIX FreHeTUYECKUX BapMaHTOB NOAMMOPOU3MOB eAUHUYHOTO
HyKneotnaa. Kaxabit CHMu npeacTtasaseT pasivumve B eAMHCTBEHHOM cTaHaapTHom 6noke AHK,
Ha3BaHHOM HyKneoTuaom. OHM BCTpedatoTca 0bblYHO Bctoay no AHK yenoseka. Koraa HeCKoNbKo
CHMKM HaxoAATCA BMecTe Ha OfHOW XPOMOCOME, OHWU HacNeaytoTCA KaK eAunHblA 60K, U3BECTHbIN
Kak rannotun. HapMap onucbiBaeT Takne KombuHaumm CHMM MAM rannoTunbl, BKAOYaA WX
MEeCTONO/IOXEHMNE B TeHOME U1 UX BCTPEYAeMOCTb Y Pa3/IniHbIX HAPOA0B MUPa.

MpeagapuTenbHO 6bINM MUCCNeAOBaHbl YeTbipe reorpaduyeckme rpynnbl HaceseHus: naems
nopy6a B ropoae MbaraH (Hurepus), asnoHubl U3 TOKMO, KUTaWLbl XaHb U3 NeKMHa U KUTeNU LTaTa
fOTa (CLUA), nmetowme KopHu 13 CesepHolt 1 3anagHoi EBponbl. s 3TUX YeTbipex Nonynsaumi
6b110 NPOaHaNN3MPOBAHO B 06LLEl CNoKHOCTM Bonee 3,1 MAH NOANMOPPU3MOB.

B 2010 roay coobuiaetca o6 aHanuze 6osee 1,6 mMAH NOAMMOPOUIMOB Yy OAMHHAALATU
reorpadpuyeckux rpynmn. K yetbipem, pabota Hajg KOTOPbIMU Belacb B ABYX NPeAblayLMX BEPCUsXx,
006aBUNUCH elle CeMb: rpaykaaHe appPUKaHCKOro NPOUCXOXKAEHMA U3 toro-3anagHomn yactu CLUA,
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KuTalickaa guacnopa v3 [eHBepa, MHAMNUbBI ryaxKapaTM u3 XblCTOHA, rpynna HapoAoB /yXbs,
NnpoXusatolwmx B KeHuu, nosyKouyeBoW HApog, macau, TaKkKe NpoXKuBalowmii B KeHuu, nuua
MEKCMKAHCKOTO MNPOUCXOXAEHMA U3 Jloc-AHOsKeneca M WUTaNbsHUbl, KUBYLUME B MPOBUHLUM
TockaHa. Mo cBoMM MacliTabam 370 - KpynHelilee ncciegoBaHne nogobHoro poga, NnpoBeaeHHoe
YyesloBeYECTBOM.

YBeNMYeHNe KO/MMYecTBa WCCAeayemMoro Mmartepuana Mo3BOAMAO  YYEHbIM OMNPEeaeInTb
reHeTMYeCKMe BapuaLMM, KOTOpble BCTPEYAlOTCA Yy /oAel A0CTaTOYHO pPeako, BCaeacTBue
Yero OHM NPOLWIM MUMO MepBbIX ABYX Bepcuii HapMap. 77 npoueHToB cpeau OBbHapyKeHHbIX
NoANMOPPU3MOB 6bIIN HOBLIMM.

MoMnMO psifia MPOMENKYTOYHbIX Pe3yNbTaToB MCCAeA0BaTeNN OLEHUAN CBOK CNOCOBHOCTb
npeackasbiBaTb NoAMMOPOU3MbI B APYrMX rpynnax HaceleHua Ha OCHOoBe AaHHbix HapMap u
OBOHapYXUAM YTO 3TO BMOJIHE BO3MOXKHO Kak Ansa 0bWmMx Bapuauunii, Tak U A1a HEKOTOPbIX bonee
peaKkux noanmopdusmoB. Tem He mMeHee, 3TO OTHIOAb HEe 03HAYaeT, UTO HbIHeLlHAS peaakuus
KapTbl nosimmopdmamos HapMap siBnseTca ncyepnbiBatoLei, XoTa bbl MOTOMY, YTO MHOIO PeaKuX
BapuaLMii NOKa ellle OCTaeTcA 3a npeaenaMn BHUMaHUA Ye0BeYecTBa U OCTOBEPHO HEM3BECTHO,
CKO/IbKO CYLLLECTBYET TakKUX NoMMOPdU3MOB, a BeZib OHM MOTYT OTBeYaTb 3a pasHble 60/1e3HMU.

lpoekm 1000 2eHomo8

MpoekT “1000 reHomos” (The 1000 Genomes Project) 6bin 3anyuieH B 2008 roay. B Hem
paboTaeT MHOXEeCTBO UCCNea0BaTe/IbCKUX OpraHu3aumin, B YactHoctu, us CLUA, BeankobputaHuu,
Oanun, fepmanumn, Punnangmm, Kutasa, OxkHol Kopen, ®paHuum u LLsenuapun.

OcHoBHas uenb “1000 reHomoB” - 0OHaApyXWTb M onucaTb 6onee 95% reHeTUYECKUX
BapuaLmii KOTopble BCTPeYatoTca y Atogen ¢ yactoton 6onblue 1%. na atoro naaHupyetcs K 2012
rofly CeKBeHMpoBaTb reHoMbl 6onee 2,5 TbicAYM YenoBek, NPUHAANENKAWMX K NATU HonbLMm
NoNyAALMOHHbBIM rpynnam.

MTorom nepsoi, NUAOTHOM ¢asbl paboTbl NpoekTa, cTanm 179 reHomoB, MPOYMTAHHBIX C
OTHOCUTE/IbHO HU3KOM HAZEKHOCTLIO. B 3TO YUNCNO BOLLIM TEHOMbI XKUTENEM aMEPUKAHCKOTO WTaTa
HOTa, KMTAMLEB - KuUTenel MNeKknHa, ANOHLEB, KMUBYLLUX B TOKMO, YNEHOB HUFEPUIACKOTO NAEMEHMU
Mopy6a. Kpome TOro, C BbICOKOM HaAeKHOCTbIO (42 Nnpoxoaa) 6bl1v NPoYnUTaHbl FTeHOMbI YNEHOB A,BYX
cemelt, KaXkaan M3 KoTopbIX COCTOANA U3 ABYX poanuTenel n godepu. OgHa cembs NpuHagnexana K
nnemeHu Mopy6a, a BTopan bbina us wrata tOTa.

Bo Bpems nepsoit ¢pasbl Oblan TakKe paclimdpoBaHbl 8,14 TbicAYM reHEeTUYECKUX dparmeHToB
(5k30HOB), B3ATbIX Y 697 Yenosek U3 Eeponbl, AnoHun, CLLUA, Kutas, KeHuun n Hurepuu.

CucTeMaTUYECKMIA KaTalor FeHETUYECKUX USMEHEHWI AACT yYeHbIM OCHOBY A1 U3yYEeHMUA CBA3M
MEKAY FeHaMM U NOBbILEHHbBIM PUCKOM TEX UM MHbIX 3a60/1€BaHUI Y KOHKPETHOTO YeNOBEKa, U B
KOHEYHOM cyeTe MOXKET HauyaTb HOBYHO 3py B reHETUKE U MeaULMHE.

Bce reHeTUYeCcKMe BapmaHTbl, 0OHapYKEHHbIe BO BpeMs NUAOTHOM ¢asbl, Tenepb MoryT 6biTb
NpOBepeHbl Ha CBA3b C TEM WU MHbIM 3a60/1eBaHMEM UM 0COBEHHOCTLIO YesloBeKa (Hanpumep, co
CK/IOHHOCTbBHO K OXKMPEHMIO UM C MOBbILLEHHBIM PUCKOM HapKOMaHUu).
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PapmaKo2eHOMUKa

dapmaKoOreHoMMKa M3y4yaeT B/MAHME TEeHEeTUYECKOW MpeapacnosioReHHOCTU  KaXKAoro
YyesloBEKa B €ro OTBETE Ha JIeKapcTBa. 3HaueHne 3ToM Npobaembl TPYAHO NEPEOLEHNTb, MOCKObKY
60/1bLUIMHCTBO SIEKAaPCTBEHHbIX CpeacTB 3PPeKTUBHO AENCTBYIOT MEHEE YeM Ha MONOBUHY NtoAel nx
npuHUMatowmx. Kpome Toro, nob6oyHble apdeKTbl OT NpMema NeKapcTB MOTYT OKa3aTbCA TAXenee
camux 3aboneBaHuit. Hanpumep, exerogHo y 2,2 MJIH. aMepUKaHLEB pa3BMBalOTCA MNOBOYHblE
peaKunn Ha nekapctea, a 100 000 u3 H1x normbator.

Takum o6pasom, nobouyHble 3dpdeKTbl OT Npuema NeKapCTB ABAAITCA OAHOM M3 CaMbIX
MacCOBbIX MPUYMH CMepPTU. Ha neveHre nocneacTeuii NobouHbix addeKToB NekapcTs TonbKo B CLUA
B rog, TpatmTca 4 mapa. fAonnapos. COracHo AaHHbIM BceMMpHOM opraHM3aumm 340aBooOXpaHeHus
(BO3), dapmaKkoreHoMMKa OTKPbLIBAET LUMPOKUE MEePCNeKTUBbI AN NOBbILEHUA 3GPEKTUBHOCTU U
6€e30NacHOCTM IeKapCTBEHHON Tepanuu.

[TOUCK reHeTUYeCcKMX MapKepoB WHAMBUAYANbHOIO OTBETa CO4YeTaeTcA C  M3yYyeHUem
MOJTERYNAPHbIX ad)d)eKTOB BO3,CI,€I‘;ICTBMF| NNEeKapCTB. 3Ha4yeHuMe 3TOro HanpaBaieHNA onpenenAaeTca
Heé TOJIbKO BO3MOXHOCTbIO BbI6MpaTb bonee 3¢¢EKTMBHOG NEeKapCTBO AN1A KaxXXaoro otaesibHoro
nauneHTa, ncxoaa mn3 ero reHotuna, HO U SKOHOMUNYECKUM 3¢¢eKTOM oT bonee paunoHaibHOIO
«agpecHoro» ncnoab3oBaHMA CPeacTs, BblAENAEMbIX FTOCYy4AapPCTBOM Ha 3aKyNnKy npenapaTtos AnA
NIeYEHUA TAKENbIX BONbHbIX.

dapmakoreHoMuMKa - 3To NPUKNALHOE NPUMEHEHME BCErO reHOMa YeN0BEKa, rae uccneayetca
B3aMMOAENCTBME OTAENbHOMO FreHa C IeKapCcTBaMu. BbIACHUTb NpespacnonoXeHHOCTb YeN0BEKA K
onpeaeseHHOMY OTBETY MO OCHOBHbIM JIEKapCTBaM MOMKHO C mM/jageHyecTBa, pacwndposas AHK
nocaef0BaTe/bHOCTb FEHOB, KOTOPblE KOANPYIOT GePMEHTbI, y4aCTBYIOLWME B AerpaaLlmmn 1eKapcTs.
Hanpumep, yyeHble BbIACHUAN, YTO B 3aBUCMMOCTM OT TUNA MyTauUWii B FeHax Kogupyemble MU
bepmeHTbl MOTYT MAN «BbICTPO» MAU KOYeHb MeANEeHHO» AerpagvpoBaTb (MeTabonnMsnpoBaThb)
Nekapctea. [osTomy, ecnu NnekapcTBo AoAro 6yaeT BbIBOAUTLCA M3 OpraHM3ama (MegneHHbIi
MeTaboM3M), TO AO3MPOBKY MpenapaTa MOXKHO CHU3UTb, U HAOOOPOT, eCAN /IeKAapPCTBO BbICTPO
meTabonumsumpyeTca, Torga 403MPOBKY HEOBX0AMMO yBENNYUTL. TaKMM 06pa3om, MOXKHO paccumTaTb
3¢ EKTUBHYIO 403y NPUHMMAEMOTO NpenapaTta, Hanpumep, A03MPOBKY BapdapuHa.
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