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- B Oynyinem a1 goJjiee TOUHOM IMarHOCTUKHU U
pa3paboTKu HanboJiee OIITUMAaIbHBIX METOJIOB
IpodUIAKTUKU U TeEpAIuK OyIeT UCII0Ib30BaThCs
nHPOpMaLysAa 00 MHAUBUAYATLHBIX T€eHETHUECKHX
OCOOEHHOCTAX KOHKPETHBIX ITallieHTOB. VIMeHHO
TaKas nepcoHaIU3UPOBAHHANA MedUuUUHA,
HaITpaBJIEHHAs Ha JiedeHrne KOHKPETHOr0 OOJILHOTO,
a He Ha JieueHUe 00JIe3HHU, JOJKHA COBEPIIUTD
IIEPEBOPOT B 3/paBOOXPAaHEHNU 1 TOBBICUTH €TI0
6e30I1aCcHOCTDh, peHTabeIbHOCTh 1, UTO HanuboJiee
BAXKHO, €r0 NPOPUIAKTHYECKYIO U KJIMHUYECKYIO

3P PEKTUBHOCTb.




AHK-0akTnaockonua nnu

reHeTnu4yeCkad AaKTHNJTIOCKOIUA

* IpeJicTaBJIsieT cOO0M METO/1, NUCIOJIb3yeMbIN B
cyeOHO-MeTUITMTHCKON SKCIIePTU3e I
HAeHTU(PUKAIINHU JIUI HA OCHOBE YHUKAJIbHOCTU
nnocaenoBaresnbHocTed JHK naauBuayyma.




AHK-0akTnaockonua nnu
reHeTM4yecKasa JaKTUI0CKonus
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« MeToz, ObLJI OTKPHIT B
1084 roy OpuTaHCKUM
FeHETUKOM AJIEKOM
Hxedpdppusom.
PaccmarpuBas
PEHTTEHOBCKUE CHUMKU
JTHK, oH 06HapyK1I, UTO
JIHK pasHbIx g104eu
NMeIOT YHUKAJIbHbIE
I10CJIeIOBATEIBHOCTH
HYKJIEOTH/IOB.




AHK-0akTnaockonua nnu

reHeTnu4yeCkad AaKTHNJTIOCKOIUA

 IlocmeqoBaresnpbHOCTH JIHK KOHKpEeTHOTO
yeJsioBeKa cocrasiArT ero /IHK-npodgduans wiun
2eHemuvecKkuill nacnopim, KOTOPLIHM MOXKHO
HCII0JIb30BATh JJIA UAEeHTU(PUKALIUN TUUYHOCTH.
Cocrasienue JIHK-npoduisa yenoeka (JIHK-

IpoUINPOBAHNE) HE CJIEIYET IIyTaTh C IOJHOMN
pamunu@pPOBKOU €ro reHoMa.



B Hacroamee BpeMa BO MHOTHUX
ANArHOCTUYECKHUX IeHTpax Poccun y:ke
INIUPOKO NMPUMEHAIOTCA MOJIEKYJISAPHbBbIE
METO/bI C IIeJIbI0 AMATrHOCTUKU T'€HHBIX
0oJ1ie3Hel, BbIABJIEHUA reTeEPO3UTroTHOTO
HOCUTEJIbCTBA MATONOTUYECKUX MyTaIlluu
B CEMbSX BBICOKOTO PHCKAa,
TOCHMIITOMAaTHYECKOU TNATHOCTUKU
0oJie3Heu ¢ mo3aHel MmaHudecramue, a
TaK?Ke C IeJabI0 UIeHTU(DUKAIIUU
JUYHOCTH (T€eHOMHOHN JTaKTHUJIOCKOIIH




» IlocTeneHHO HAOHUPpAaET CIIy 1 TeHETHYECKOoe
TECTUPOBaHHUE B paMKaX IMpeIuKTUBHON
(npeackazarejibHON) MeaUIIMHBbI. OUeBUIHO,
UYTO B pe3yJabTaTe 3TUX aHAJH30B IPOUCXOIUT
HaAKOILIEHHE TeHEeTHYEeCKHUX JaHHBIX KakK O
reHoMe OT/AeJbHBIX UHAUBUIYYMOB, TaK M O
IIE€JIbIX CEMbAX, TO €CTh IIOCTEIIEHHO
¢dopMUPYIOTCA UHAUBUAYAJIbHbIE U CEMENHbBIE
oa3pl “/IHK-maHHBIX”.




e CemeniHaga 0a3a “/IHK — nanHbIX’ U ABJAETCA
"reHeTuueckuM nacnoprom" (uaes
“reHeTUYEeCKOro nmacnopra’”’ npuHaaJIeKuT
JadopaTopuHu MpeHaTaJIbHON AUarHOCTUKU I'Y
“HNU axkyuiepcrBa u ruHekogoruu um. /1.0.

Orra PAMH”, Bo3riaasjseMon 4wi.-kopp. PAMH
bapanossiMm B.C.).




« Uadopmair ZKalasacsa B 3TOM
YHUKAJIBbHO YMEHTE, JOJIKHA IOMOYb
n30eKaTh KU3HEHHbBIX KOJJIN3UH, CBA3AaHHBIX C
NTHOPHUPOBAHUEM HHANBUAYAJIbHBIX
0COOEHHOCTEH CBOEro reHoMa, TO €CTh CBO€EH
Hac/IeaAcTBeHHOCTH. OHa IMO3BOJIAET IT0JIHEee
peajin30BaTh CBOU BPO:KAE€HHbIE TeHETHYECKHUe
CIIOCOOHOCTH U MPEACTABIAET HECOMHEHHYIO
IIEHHOCTD U1 IIOTOMKOB. ETOo oOCHOBHaA uaeda Ha
coBpeMeHHOM 3Talne — «IloMmoub uejI0BeKy :KUTh
B TAPMOHMH CO CBOMMH e HAaMH»



 Ba:xHO OTMETHUTBh, YTO TeHETUYECKUM MAaCIIOPT B CBOEM
TIOJTHOM BAPHAHTE IOJKEH BKJIIOYATh PE3y/IbTaThl He
TOJIBKO UCC/IEOBAHNA I€HOB "MIPEPACIIOIOKEHHOCTH ', HO
U TECTUPOBAHUA HOCUTEIHCTBA MyTalli T€HOB HanGoIee
YaCThIX HACJIEICTBEHHBIX O0JIe3HeN (MyKOBHCIIUIO03,
dpenmiakeronypusa, u ap.). Kpome Toro, Takoi nmacmopt
JOJZKEH CoepKaTh MHGpOpMAIHUIO 0 KADUOTHUIIE
IIAI[EHTAa, 4 TAKIKE €ro YHHKAJIbHBIN reHeTHYeCKUN
(upeHTN(PUKAIIIOHHBIN ) HOMEP.

° Upe3BbIYallHO aKTyaJIbHOM IIPEACTABISAETCA
reHeTUYECKOE TECTUPOBAaHUE VISl OyAyIUX CylIPyroB,
CIIOPTCMEHOB-TPO(hECCHOHANIOB, JIOJAEN IKCTPEMAIBHbBIX
npodeccui 1 JIUil, IPOCTO 3aNHTEPECOBAHHBIX B
nH@OpMaAIN O COOCTBEHHOM reHome. boJibiryio
3HAUNMOCTh nMeeT 1 'eHeTnueckas Kapra
PennpoIyKTUBHOTIO 3I0POBbA, KOTOpas y:K€ BHEAPAETCA B
OO0OO’BUOT'APMOHMUAA “.



O6nacTb NnpuMeHeHuns:

Mcnonb3oBaHue B NpeauKTUBHON MeaULUHE:

aHanus3 npeapacnosioXXeHHOCTU MHAMBMAYYMa K pa3fiMyHbIM couuanbHO-
3HaYMMbIM 3aboneBaHuUsIM, Bbli3BaHHble Bo3geucTBuemMm dakropammu
oKpyXxawwen cpeabl (atonuyeckme ¢opMbl acTMbl U anneprosbl,
caxapHbi anabeTt, ocTeonopo3, OpoHxManbHast actMa U ap.), cepaedHo-
cocyaucTtbiM 3aboneBaHUAAM, OHKOJIOrM4eCKUM 3aboneBaHusAM (pak
MOJIOYHOM XeJie3bl, paK Nerkoro, pak ToriCToOM KULWWKU 1 Ap.).

OnTumanbHbIU BbIOOpP nekapcTtBeHHOW Tepanuu (cpapmakoreHeTUKa).
JAunarHocTuka HacnegcTBeHHbIX 3aboneBaHnn

FNeHomHas paktunockonusa (MaeHTUUKaALUA FIMMHOCTU U yCTaHOBIEHUe
OTLIOBCTBA).

MpocdopreHTUpoBaHHbLIN OTOOP

OT16op cnopTtcmeHOB (nNpeapacnosiodXeHHOCTb K onpeaesieHHbIM Buaam
¢ou3nyeckon aKkTUBHOCTMH).

MNopbop nHanBnayansLHOro NUTaHUA

MoabGop HanBMAyanbHbIX OMOA00aBOK M KOCMETUYECKUX CPeacTB
Mopnbop onTumManbHbIX TPEHUPOBOYHLIX Harpy3ok (huTHec «nopa cebsi»)
Ona Hyxa MB[L, ®Cb, MY4C n BoopyxeHHbIXx Cun PP u ap.



METOJJAMHU MOJIEKYJISAPHOU TEHETUKHA MOYKHO 3APAHEE YCTAHOBUTD
HPEJAPACITIOJIOKEHHOCTD K OITPEJAEJIEHHBIM BOJIE3HSAM.

3a0oseBanust .
ODranos AbIXAHH 3Hu0Kan1jble 3200/1€BAHUSA 34601 BaAHMS KOCTHOI M
P (caxapuyiit Ouabem, 2uno- u COeTMHUTEIbHON TKAHEH
(bponxuanvnan acmma, zunepmupeosot)
. (ocmeonopos,
XpoHuyeckuil Oponxum,)
apmpo3)
MyJILTI/I(l)aKTOpI/IaJIBHbIe
(nanboJiee yacrToie)
3a00J1eBaHM S
AKylIepcKo- CepaeuHo-cocyrucTbie
T'HHEKOJIOTHYEeCKHUe HaTOHOFHH naToJIOruu
MATOJIOTHH GepeMenHOCTH (cunepmonuueckan 6onesns,
(3noomempu o3, (zecmos, npussiunoe ungapkm muoxkapoa, amepockiepos)
aoenomeos3uc)

Heebmamueauue)



I'EHETHYECKOE TECTUPOBAHHNE
JAUAATHOCTHUYECKHUE TECTbDI

TECTUPOBAHUE
TEHETUYECKOU
IPEJIPACTIOJIOXKE &)
HHOCTH

HPECUMIITOMATUYECKHUE
TECTHBI : JA/ HET

BOJIEH
3I0POB W1
HOCUTEJIb
AY u
| . BBICOKUH
3ABOJIEET PUCK

3ABOJIETD



TEHOM HYEJIOBEKA MOJ/IHOCTbHO PACLLULMOPOBAH

e Mo:keT OBITHh B CBA3H C 9TUM
3MOXAJBHBIM COOBITHEM BbI .
XOTHUTE MMETh CBOM COOCTBEHHbBIN
reHeTUYeCKUM MmacimopT.

B TakoM ciiyyae Bam nipe:xae
BCEro cjaeayeT oo0paTuThes K
HaIlleMy Bpaudy-r€eHeTUKY

* 1 mociie ero KoHcy JabTanuu Bam
OyZeT mpeajoKeHO
TECTUPOBAHHE HMEHHO TeX
T€HOB, KOTOpbIE
MpeACTaBIAAIOTCA HanoboJ1ee
Ba:XHbBIMM UMEHHO 114 Bac .

 He ynmycTuTe CBOH IIaHC Y3HATH O
ce0e MHOTrO 00JIbllIe, YeM MOKeT
AAaTh MPOCTON aHAJIN3 KPOBU.



