Hayka

TeHeTHYecKue
FOpPOCKONMbI

Cywecmayem 60/1buwioe pazHoobpasue 2eHemu4yeckux mecmos. Celiyac He mo/bKo
BPa4U, HO U 06bI4HbIE /1FOOU CMAHOBAMCA aKMUBHbLIMU NOMPEBUMENSMUYCAY2 NO 2€-
HeMU4YeCKoMy mecmupoBaHuro. B Hawe BpeMa mecmupoBaHue MOXXHO npolimu Yyepe3
ViHmepHem usunociams obpaseyHa aHaau3 B dpy20Ui 20poo. Pa306pambCsA B NOMOKe
HOBOU UH(OPMaYUU, U3B/1€4b MAKCUMYMNO/1b3bI U3 MO20, YMOo npednazaemHayKa —
CEe200H5 3MO 00CMYNHO KasKOOMY.
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OkKcaHa
MakeeBa,

PYKOBOAWTE b
opraHusaumm
Hay‘iHle ucenie-
A0BaHun HN
MeANLIMHCKOM
FeHeTUKN

CO PAMH

€pPEHA3ZHAYECHHUE I€HeTHu4e-

Pa3AWYHBIM, WX IIPHUMEHSAKOT
AAd YTOYHEHHWA OUarHo3a, OAd IIpea-

CKa3aHUs Pa3BUTHS OOAE3HU y 3110-

POXOEHNUA 300POBOIO IIOTOMCTBA.

YTOo4yHeHue
AnarHosa

2KHE€ TIPOABAEHHSA, U HHOTA TPYAHO

TeHe, KOTOPBIH «OTBEYaeT 3a PA3BUTHE :
3a00A€BaHMSA, AWATHO3 CTAHOBHUTCH :

Y2K€E OIIpeIEACHHBIM. YeAOBEK HAYHHA-
€T MOAyHYATh CIIELU(UIECKOE ACUEHHE.
HexkoTopble BUABI TeHETHYECKOM qUa-

MozKeT obpartareca B HUU MequiiiH-
CKOM MeHETHKH Ha 9Tale IAaHHupoBa-
HHSI CEMBH H 3aTE€M CPa3y II0CAE HACTY-
naeHus 6epemenHocTH. Celfdac HayKa

: OBUXKETCSH K TOMY, YTOOBI JHATHOCTH-
! Ka MPOBOAMAACE [I0 3TAarla OMAOLOT-
. Bopenus. B «1poGHpKe» STHIIEKAETKY
: OIAOIOTBOPSIIOT, M KOIZIA 3HUroTa Ha-
| YMHAET IEANTHCS, OMIHY KAETKY (3T0 He
: BpeauT bynyimeMy pebeHKy) 6epyT Ha
: aHaam3. M3 HECKOABKHX 3UIOT BBIGH- :
. ParoT Ty, KOTOpas He HECET ITaTOAOTH-
: JecKue MyTaluu. Ee UMIaHTHpyOT B
. MaTKy, U fasbllle GepeMeHHOCTD IIPo-
: TEeKaeT eCTeCTBEHHBIM 06pa3oM.

CKMX TECTOB MOXKET OBITh :

Muorue 3aboAeBaHHS HAYUHAIOT

: TIPOSBAAITECS TOABKO B OIIPEIEACHHOM
. BO3pPACTEe MAM B YCAOBHSIX IIPOBOLH-
: pyIoImx (haKTOPOB BHEILIHEH CPEMBL.
POBOIO YEAOBEKA, [ASl TAAHHUPOBAHUS :

IIpumep — caydam BHE3aIITHOH cep-

: JEYHOM CMEePTH y IIPOdeCCHOHAABHEBIX
. CIIOPTCMEHOB, IPHYHHO Y€MY MOTYT :
. CTaTh HACAE[CTBEHHAS KaPAHOMHOIIA- :
: THS MAM apUTMUsI. AIOLSIM C TAKUMH
: HACAEICTBEHHBIMH 3a00A€BAHUIMU
Muorue 3aboreBaHHS MMEIOT CXO- :

HEAB3S 3aHUMATBECS OOABIITUM CIIop-

TOM. BriaBaenwue MyTallul ABASET-
TOYHO MOCTABHTH AHArHO3. Bpay, 3a- !
IIOOO3PUB HACAEACTBEHHOE 3aboaeBa-
HHE, MOXKET HaIllpaBUTL ITAallTHEHTA Ha
MOAEKYASIPHO-T€HETHYECKYIO JHATHO-
cTuKy. EcAu BBIIBASETCH MyTallud B :

Cd IIOKa3aHHEM K YCTAHOBKE HCKYC-
CTBEHHOI'O BOOHUTEAd pUTMa CEpAlla,
3TO AEUCTBUTEABHO CITacaeT KU3Hb U
IIO3BOALET JOZKHUTH 0 CTAPOCTH.

HacnhepcrBeHHasn
npeApacrno/ioXeHHOCTb

[naber, pak, MHCYABT, WH(MAPKT,

IU30(DPEHUST U MHOTHE [IPYTHE 3a-
THOCTHKH MOXKHO IIPOBOJIUTE €IIE [0 :
poxnenus pebenka. Cemelinas mapa :
. TEHOB M APYTHX (PAKTOPOB PHCKA: He-
: BAATOIPUSITHBIX yCAOBHH cpenpl. Ha-

foseBaHHS BO3HUKAIOT B PE3yABTATE

{ YK€ IO CHX IIOP HEU3BECTEH HCIEPIIbI-
: BaIOLMI CIIMCOK FE€HOB, OTBEYAIONIUX -

¢ 3a nuabeT MAM THIIEPTOHHIO. A TO, 9TO
: y2Ke U3BECTHO, BIIOAHE MOXXHO TECTH-

poBaTh. TeCThbI Ha PACIIPOCTPAHEHHBIE

3a00AEBaHUS OTAUYAIOTCS OT TECTOB Ha

HaCAECTBEHHBIE 00AE3HH, TOTOMY 9TO
OHU HOCHT BEPOATHOCTHBIN XapakTep

! ¥ HUKorza He otBeTdaT co 100% Tou-
: HOCTBIO Ha BOIIPOC, OYZET AU ¥ YeAo-

BeKa MHQAPKT UAU pak. TecT MOXKeT

! OLEHWTH PUCK OTHOCUTEABHO HEKOETO
cpennero ypoBHsi. C oHO#M CTOPOHBI,
: a0 IIAOXO, TaK KaK TOYHOCTH TAKOH IU-
| ATHOCTHKH HE 0YeHb BEAMKA, HO C IpY-
© roit — IIPUPOLA OCTABASIET HAM IIIAHC
4TO-TO U3MEHHUTH, U36exkaTs 3a60AeBa-
: HHS UAHW OTOABHHYTE BO3PACT €T0 IIPO-
SBAEHUS, JUATHOCTUPOBATE €10 U BO-

BpEMs Ha4yaTh A€YEHUE.
B cBoe Bpema HUU reneTuku pas-

paboTas HECKOABKO MAHEAEH T€HETH-
: YECKHX MapKEPOB JAS TECTUPOBAHHUS
. HACAE/ICTBEHHOHN IIPEIPaCIIOAOKEH-
: HOCTH K PacripOCTPaHEHHEIM 3aboae-
: BauuaM. CambIM BOCTPeOOBaHHBIM
. OKaszaacsl TECT Ha IMPEAPACIIOAOKEH-
. HOCTB K TPOM603aM U OCAOKHEHHOMY
. TeueHuIo GepeMeHHOCTH. B mepByio
: ouepenp, Oaaromapsi HAIIMM  IIPO-
. ABUHYTBIM» aKyIIIePaM-THHEKOAOTAM.
¢ Kaxxnpnii Mecsiny Hac B HUM Beimoass-
: I0TCH JIECATKH TAKMX aHaAu30B. Tectu-
. POBaHHE Ha IIPEAPACIIOAOKEHHOCTE K
: TpoM0b03aM HMeeT CMBICA IIPH Ha3HAYe-
. HHHU TOPMOHAABHBIX KOHTPALENITHEOB,
B3aUMOJEHCTBHA HECKOABKHX COTEH :

OpH HEyAaBIIHXCS OepeMeHHOCTSIX,

. TP TIAQHMPOBAHHMU XUPYPTHYECKUX
. BMEIIIATEABCTB, €CAH Yy IALUEHTA UAK
: Y ero OAMIKAMIIIX POACTBEHHUKOB y2Ke

OBIAU CAyYAH TPOMOO30E.



3HaeTe 2 Bbl, YTO...

® a9 TIOAYYEHUS HHQOP-
MalliH O YEAOBEKE 0CTa-
TOYHO 06paslia CAIOHBI;

® KaxJbli HOBOPOKIEH-
Helli B ToMcke TecTupy-
€Tcd Ha 5 HaCAe[ICTBEH-
HBIX 3a00AEBaHNI;

® CcaMBId IIOOYASIPHBIN B
ToMcKe reHeTHYECKHI
TECT — Ha CKAOHHOCTH K
Tpombo3aM ¥ OCAOKHE-
HUI0 6EpEMEHHOCTH;

e 85 %xureaeit Tomcka xo-
TeAu ObI Y3HATD, YEM OHHU
3aboaeroT B Oyayiem;

e B Espone u CIIIA y 310-
POBBIX KEHIIMH U3 Ce-
MeH, rae ObIBaAU cAyIau
paka rpyaH, U Iie reHe-
THYECKHUH TECT HaXOAUT
myranuio B reie BRCA1
uau BRCA2, BroImoaHs-
eTrca  IpodHAaKTHYE-
CKO€ YIAaA€HHE MOAOY-
HBIX XKE€A€3 (a MHOTAA U
SAUYHUKOB).

TecTtuposaHue
no NHTepHety

Cample 2KapKue CIIOpbl B MEIALIHH-
CKOM AUTEPATYpPE BBI3BIBAIOT TECTHI HA
TIPEAPACIIOAOKEHHOCTE K 3260A€BaHH-
M, ¥ B IIEPBYIO OYE€PEND IIOTOMY, YTO
OHH 9acCTO IIPENAATAI0TCS ITOTpebuTe-
ASIM HaIPSMYO (MHHYS Bpa4a), Halpy-
Mmep, 4epe3 MuTepHeT. MHOTrHe Memu-
LUHCKHE FeHETHUKH [IPU/IE PIKUBAIOTCS
MHEHUS: «3T0 IIPEXRAEBPEMEHHO. MBI
€lIlle HE TOTOBLD. [IpyTHE 3Ke (BKAIOYas
HAaIlleTo AUPEKTOPa akaaemuka PAMH
Baaepus [ly3sIipeBa) CHHTAOT, YTO I'e-
HETUYIECKHE TECTBI JazKe Ha UX COBPE-
MEHHOM yYPOBHE Pa3BUTHS IIOYTH HE
YCTYHaroT B TOYHOCTH APYTHM AabO-
paTopHBIM aHaau3aM. Haxkoraenwue
“HGMOPMAIIUK II0 IPUMEHEHHIO Te-
CTOB Ha HACAEICTBEHHYIO IIPEAPACIIO-
AOKEHHOCTh MOXKET IIPOABHHYTH HAC
(HayKy, MEQULIMHY 1 OGIIECTBO) JaAEKO
Brepea. KpoMe Toro Kazkaprit 4eAoBEK
HMEET IPABO CaM PEIINUTh, Hy>KHO EMY
3HaThb O OyayImx OOA€3HSX WAW HET,

U CMOXKET AW OH PaCIIOPSAUTECSI OTOMH
nH(OPMAaLHEH C IT0AB30#H ast cebst. Ko-
HEYHO, OIITUMAABLHO OOCYUTE PE3YAD-
TaThl CBOETO TECTHPOBAHHUS C ACYAIIAM
BPa40M HAM BPA4YOM-T€HETHKOM.

Cpenu mocaemHMX paspaboTok,
cnearaHHelIx B HUM wmemuruHCKO#M
regetuku CO PAMH, — 6umounn Ha
[IPEAPACIIOAOKEHHOCTE K CEPAEYHO-
COCyaHCTBIM 3a00aeBaHusIM. OH BKAIO-
4aeT aHasu3 32 TOYEK (MyTalldid, I10-
AMMOPGH3MOB) B IOKA3aHHbBIX I€HAX,
OTBEYAIOIIMX 38 PA3AUYHBIE CEPAEIHO-
CcocyaucThle 3a00A€BaHUS (apTepH-
AABHYIO TUIIEPTOHHIO, HIIIEMHIECKYIO
60A€3HB CepAlla U CEPAEYHYI0 HEO-
CTaTOYHOCTB, AUabeT 2 Tumna).

Emre Goaee 3axBaThIBAIOIIKE IIEP-
CIIEKTUBBI Mbl CBS3BIBAEM C IIPOEK-
ToM «Moli rem» (Www.i-gene.ru). 9ro
POCCHMCKHH aHAAOT CAaMOM U3BECTHOM
aMEPHUKaHCKOM KOMITAaHHUH F€HOMHOTO
HHTEPHET-cepBHca «23andMe». Baaro-
[apsi IPOEKTY AIOOOM YEAOBEK MOKET
3aKasaTh aHaAW3 CBOET0 IeHOMa, TI0-
AyYMB IIPOGHPKY nmasi cbopa obpasia
CAIOHEI ¥ OTIIPABUB CBOH 6Hoo6pasery
KYPBEPCKOM mo4uToH. Yepes moaTopa
MecAlla MOXKHO Y3HaTh PE3yALTATHI
aHaAu3a Ha II0/IBEPKEHHOCTE [IPUMED-
Ho K 50 3a00aeBaHuaM (MHDAPKT MHU-
oKapza, pak TOACTOM U IIPSAMOM KHUIII-
KH, In30(hpeHnst, 6AN30PYKOCTh, Pak
AETKOTO, PEBMATOHIHBIA apPTPUT H
Apyrue). Takzke MOKHO [TOAYYHUTE Te-
HETHYECKHUM aHaAW3 HEKOTOPBIX (hu-
3UYECKHUX CBOMCTB M XapaKTEePUCTHK
AWYHOCTH (YPOBeHE [Q, KpeaTUBHOCTS,
CKAOHHOCTE K IIOHCKY HOBH3HbI, TEM-

Hayka

TIEPAMEHT, IIPOAOAKUTEABHOCTD KM 3-
HU, LIBET TAA3 U BOAOC). DTOT 3K€E CEPBUC
TIOMOZKET OIIPEAEANUTH Ballle IIPOHUCXO-
XKJIEHHE TI0 OTLOBCKOH U MaTepHH-
CKOM AMHHAM, YBHAETH «CBOIO TOYKY»
Ha kapTe Poccruu (EBpombl, A3uu uau
JPyTroii CTpaHbI MUPA).

IlepBeiMu mOAB3OBaTeAsMu  «Moit
rem B ToMcke craau aupekrop HUU
MeIuIMHCKOM reHeTuku CO PAMH
akaneMuK Basepuii Ily3sipeB u 3a-
MECTUTEAD AUPEKTOPA II0 HAYKE IIPO-
deccop Bagum CTenaHoB, a TakxkKe He-
CKOABKO AIODOO3HATEABHBIX TOMCKHX
OHM3HECMEHOB U IOAWTHKOE. B Teue-
Hue Mecsana HUU reneTuky, MOCKOB-
CKas KOMIaHus# «[eHOoaHaAUTHKa» U
TOMCKasl HHHOBaIlHOHHAS KOMITaHHS
«TeHOMHaa TUATHOCTHKA» OyIyT OCy-
LIECTBAATE B TOMCKE IIHAOTHBIH IIPO-
€KT II0 U3Yy4EHUIO HHTEepeca TOMUIEH
K 3TOMY BUAY AUATHOCTHUKHU. HeckoAb-
KO TE€CTOB MBI IIPEJAOZKHM U3BECTHBIM
TOMCKHM 2KyPHAAHCTaM Ha YCAOBHUSIX
IMyOAMKAIIMH HX AMYHBIX BIIEYATAE-
HUM OT TECTHPOBaHHUS. ECAH KTO-TO
U3 yuTareset xxypHaaa I lepcoHar 3a-
XOYET UCIBITATh JAaHHBIM MeHOMHBIHN
cepBHC Ha cebe, BbI MOXKETE IT03BO-
HUTBb K HAM B HHCTUTYT II0 TeA€(POHY
20-04-73.11

Oxcara MAKEEBA

HU
MEOVLIMHCKON
FEHETUKWN

CO PAMH

41




