COIrNACME HA NPOBEAEHUE AHAJIM3A CEKBEHUPOBAHUA BCEIO 3K30OMA

1Y F e ToTod 31T 1T Vo] o TIMUHBIA KO ot i e eiee e enaeens

CekBeHMpoBaHMe BCEro 3K3oMa TO eCTb onpefereHne nocnegopartensHocty kogmpytowen AHK (T.H.
nccnenoBaHme BCEX NrEHOB) CTAHOBUTCA B MocnegHne rogbl Bcé 6onee ncnonb3yemMbiM B KITMHUYECKON
MeanUMHE aHanm3oMm, KOTOpPbIN NO3BOMSIET HAM MCCreaoBaTb Pa3oM BCe reHbl opraHuama (6onee 20 000) ¢
Lenblo 06HapyXeHWs y NaumMeHTa Bbi3biBaloLero 060ne3Hb reHeTUYECKOro namMeHeHus. MiccnenoeaHne
NpoBOANTCA NPU NOMOLLM BblaeneHHom n3 kposn JHK.

MeToguka: [1 CekBeHMpOBaHMe 3K30Ma TONbKO naumeHTa (OOUHOYHLIN aHanma)
[1 CekBeHMpOBaHME 3K30Ma NaumeHTa n ero pogutenen (Tpuo-aHanms)
L1 Opyras meTtoamka (Mo AOrOBOPEHHOCTU C NABOPATOPUEN): ouvueneeeieieeieieieieieianeaananen

lNpoBeneHne nccnegoBaHnd 3aHMMaeT 4o 6 MmecsiLeB.

e HacTosuwum gato cBOE cornacue Ha NpoBeAeHne aHanm3a cekBeHnpoBaHus Bcero ak3oma ns HK moero /
Moero pebéHka / Moero nogoneyYHoro ¢ Lenbio BbIACHEHUS MPUYMH 6onesHu.

e 7 ocosHato criegytoLlee:

o BblaeneHHas 13 npobkl kpoem AHK 1 nony4eHHbIe Npy CEKBEHMPOBAHMM BCEMO 3K30Ma
HeobpaboTaHHble AaHHble OyayT CoOXpaHeHbl B reHETUYECKOM LIEHTPe 00beaNHEHHOW nabopaTopumn
KnuHukyma TapTyckoro YHuBepcutera.

o B xope paHHoro uccnenoBaHms ectb Hebonbllas BEPOATHOCTbL OBHaPYXeHUS Takke
CONYTCTBYHOLLMX U3BMEHEHUI, KOTOPbIE HE CBA3aHbI C 60Mne3HbLI0 06cneayemoro, Ho y KOTOPbIX
MUMeeTCs BaXHOe 3HayeHve Ang ero 30opoBbs. ObcnegyembiM coobLaeTcst 0 BCex HalaeHHbIX
FeHHbIX U3MHEHEHMSIX, MPY KOTOPbIX BO3MOXHO UCMONb30BaHNe NPEBEHTUBHBIX MO0 nedYebHbIX Mep
C Lenbio NpodnnakTukm 30opoBbs. CNMCOK panopTUpPyEMbIX FEHOB ABNAETCS MEXAYHApPOaHO
COrnacoBaHHbIM, COOEPXUT 56 reHOB 1 0TBeYaeT pykoBoacTBamM AMepukaHckoro Konnernyma
MegauunHckon reHeTukm u N'eHommkn (ACMG). Takke BO3MOXHO MHA)OPMUPOBAHME O OPYrnx
BaXXHbIX A8 00CnegyemMoro Unm YneHoB ero CEMbW reHHbIX U3MEHEHUSX, KOTOPbIe CBA3aHbI C
pyckamu Ansi 300poBbsi U 00 OMOBELLEHMN KOTOPbIX PELLUT 3KCNepTHasi komuccus. B criyyae otkasa
OT MHOPMUPOBAHMS O ClyYanHbIX HaxoaKax MOXHO ocTaTbcsl 6e3 none3Hom MHopmaumm oo
NUMEILLMXCA Y MeHs / moero pebéHka / Moero nogoneyHoro puckax ans 3a4opoBbA.

[JCornaceH ¢ MHpOPMMPOBAHUEM O CIydariHbIX HaXOOKax.
[IHe cornaceH ¢ MHpOPMMPOBaAHNEM O CIydaliHbIX HaxXoOKax.

o 3HaHus o6 uccnegyemon 6onesHn moryT B Gyayliem gononHuteea. B cnyyvae, ecnu 6ypeTt HangeHa
HoBas MHGOPMaLMS O CBA3M UMEIOLLIECS Y MeHS / Moero pebéHka / moero nogoneyHoro 6onesHu ¢
pes3ynbTaTamu CEKBEHNPOBAHMS BCEro 9K30Ma, TO CO MHOW MOTYT CBA3aTbCS.

o B cnyyae npoBeaeHus nccnegosaHusa pogutenei (T.H. Tpuo-aHanus):

= NB! Heobxoanmo nMcbmeHHoe cornacue obonx poamternen (Bcex uccrneayembix YrieHOB CEMbMN).

» BoigatoTcsa pe3ynbTathl UCCNeaoBaHUs TONbKO MOoero pebEHka, 3a UCKMIoYEHNEM CryYanHHbIX
HaXo40K COrnacHO OMMCaHHbIM BbILLE NPUHLMNAM MHGPOPMUPOBAHNS.

» B xoae nccnegoBaHms MOXET BbISICHUTBCS, YTO BMonornyeckoe poacTeso OTnMyaeTcs oT
N3BECTHbIX POACTBEHHbIX CBA3EN.

e 4 noHumalo, 4YTO ¥ MeHH ecTb NpaBo B Ntoboe Bpems 0TkaszaTbCHa OT corfacus AaHHOro nccregosaHus 6e3
Kakoro-nmbo BAMSHUS MOEero oTkasa Ha nevyeHue MeHsi / Mmoero pebéHka / Moero nogoneyHoro.

e [laHHble CEKBEHMPOBAHUA BCErO 3K30Ma MOryT aHOHMMHO UCMOSb30BaTbCA B Pa3BUBAIOLLEN N HAYYHOMN
OEeATENbHOCTM reHeTMYEeCcKoro LueHTpa obbegmHéHHON nabopatopun KnnHmukyma TapTyckoro
YHuBepcuteTa.

e Y MeHs Bblna BO3MOXHOCTb 3a4aTh AOMNOMHUTENbHbIE BONPOCHI U 9 YAOBNETBOPEH NOMYyYEeHHbIMU
00bACHEHUAMM.

O6cnenyembin / poguTens / ONekyH:
VIMST NOAMUCH: ..oveeeeeviieeeeennnn, Jata ...ceeeeeeeenl
B cnyyae Tpno-aHanu3a oba pogutens:
MMA MaTEPU ..o NOAMUCH: ..uoveeeeeviieeeeeennnn, Jata ...ceeeeeeenl
MIMSAI OTLIA o, NOAMUCH: ..evvveeieeeeeiiiins Jata ...cooeeeeiiiiieniininn,

Mms Bpaya, AaBLIEro MHAOOPMAaLMIO 00 NCCIEAOBAHUM: ......cccvvvrvrrririreeereeeaeaaaeeanns Moanncb:......cceeeee......



