AN N N N N N VR N NN

CEKBEHHUPOBAHMUME 3K30MA. IIOJTHOOK30MHOE CEKBEHUPOBAHME.

Yro npeacrasisietr co0oii 3Ta ycayra?

'eHOM — COBOKYIIHOCTh BCEX TI'€HOB OpPraHuW3Ma, I'€H COCTOUT U3 CUYHUTHIBAEMBIX YJYacCTKOB (PK30HOB) U
"Moyamux" y4acTKoB (MHTPOHOB). DK30HbI OTBEYAIOT 3a IIPABWIIBHOE CUUTHIBAHUE U CUHTE3 OEJIKOB HAIIETro
Telaa, IMO3TOMY HMEHHO OHK30M (COBOKYMHOCTh BCEX SK30HOB) JaeT HaM BO3MOXKHOCTb C OOJIbLION
BEPOSATHOCTHIO BBIYHMCINTH TEHETHUYECKYIO OMIMOKY WM TIIOJIOMKY B OpraHM3Me, €cl OHa eCTb.
CekBeHHpPOBAaHUE — ATO CUUTHIBAHUE MTOCIIEOBATEILHOCTY HYKJIEOTUIO0B B reHaX. CEeKBEHHPOBAHUE dK30Ma —
9TO MPOLIECC PACIO3HABAHMSI CUNTHIBAEMbBIX Y4aCTKOB BceX reHOB opranusma (25 000 reHoB), 4To cOCTaBIsSET
2% OT BCcero reHoma.

3ayeM NMPOBOIUTHCS AaHHOE HCCIeoBaHue?

- JUTS IOTBEP K ICHUS KIIMHIHYECKOTO JIMarH03a

- U yTOYHEHHMsI TPOTHO3a TEUCHHS 3a00JICBaHNUs

- U yTOYHEHMSI HACJICACTBEHHOTO TeHETHYECKOTO PUCKA ISl YWICHOB CEMbHU

- 0oJIee TOUHOE MPOTHO3UPOBAHUE CKOPOCTH PA3BUTHUS 3a00JICBAHUS M CEPbE3HOCTH OCIIOKHECHUI

- BOBMOXXHOCTb IIPUMEHCHHA B KOHKPETHOM KIIMHUYECKOM ClIy4ae paBpa6aTI>IBaCMI>IX TapreTHBIX (HGJ’ICBLIX)
MOJICKYJIAPHBIX METOI0B JICUHCHUA

IMoxka3zanus k MPOBECACHHUIO aHAJHN3A ¢ IOMOIIBIO ME€TO1a CCKBCHUPOBAHMSA:

MHOeCTBEHHbIE TIOPOKU PAa3BUTHUS

3anepKKa ICUXOMOTOPHOTO Pa3BUTHS

Crnenuduueckue mpu3HaKu

HacJIeICTBEHHBIX 3a00JIeBaHUN

HenuddepenupoBanubie

HacJeICTBEHHbIE CUHPOMBI

3anepkka pa3BUTH/YMCTBEHHAs! OTCTATIOCTh

Cynoporu

Hapymenue noBenenus/ AyTusm

3aboneBaHus ¢ HACIIEICTBEHHOH MPeIpacioioKEHHOCTHIO



Pe3y.]1[,TaT aHaJ/JIu3a:

Ilo pesynbraTam aHanM3a NALUEHT NOJIY4aeT 3aK/IIOUEHHE Bpaua — Ja00OpaTOPHOIO IEHETHKA CO CIMCKOM
TeHETUYECKUX BAPUAHTOB W UX KIACCH(UKALMEH MO CTENEHH MAaTOTeHHOCTHU (COTJIACHO aMEPUKAHCKHM H
POCCHICKMM pEKOMEHAALMSIM 110 MHTeprpeTaunu AaHHbIX NGS), a Takke MOCIEIyI0IYI0 KOHCYJIbTALNIO U
3aKJIIOUEHUE Bpauya-Te€HETUKA C yIETOM BbISIBJICHHBIX TEHETUUECKUX BAPUAHTOB.

B renernueckoii naboparopuu I'bY3 «HIIL cnen. mea. nomomuu aetsm J3M» npoBOIUTHCS TOJTHOIK30MHOE
CEKBEHHPOBaHME KaK MAlUEHTaM, TOCHUTAJM3UPOBAHHBIM B HAlly KIMHUKY, TaK U [alUeHTaM,
0OpaTUBIIMMCS CAMOCTOSITEIBHO Yepe3 OT/IEN MJIATHBIX YCIIYT.

Kak Bbl MokeTe 3aKa3aTh JaHHYIO YCJIyry?

HeobOxomumo omnaTuth yciayry, ciaTh HE MeHee 5 MJ cBoeil BeHO3HOUM KpoBu B npobupky c 0,1% DJTA,
OXJIAAUTH 10 +4 TPaaycoB M JOCTaBUTH B Jaboparopuro. K mpobupke HEOOXOIMMO NMPHIOKUTH JaHHBIE O
JarHo3e (eciau UMEIOTCS), HAIMYUU JTaHHOTO 3a00JIeBaHUSl Y POJICTBEHHUKOB M CTENEHb POJICTBA, KOMIUIEKT
MMEIOLIUXCS MEAUIMHCKUX TOKYMEHTOB (BBIITUCKU M3 UCTOPUU OOJIE3HM, PE3yNIbTaThl APYTUX UCCIIEIOBAHUMN
U T.J.).

Croumocts yeayru — 36 700 pyo6ueii

Cpoxk BoinosHeHusi — 90 padounx aHei

v Ananuset coomeemcmeyrom pexkomenoayuim ACMG, AMP u CAP
v Ilpu npoeedenuu ananuza cooawoaemcsa cmpoz2as KOHPUOeHYUaIbHOCHb.

v Hauueum nojiyuaem mouHble pe3yjibmambl, HA OCHOBAHUU KOMOPbIX cCReyuaiucmaol
Mo2cym HA3HAYUMb MAKCUMA/IbBHO 34){[)el<mmmoe Jleuenue.

v Ha ocnoeanuu nonyuennvix pesynomamos é Llenmpe npoeooumcsa KOHCy1bmayus
epaua-zeHemuKa



