HAYYHO-ACCNEROBATEALCHWA MHCTHTYT AKYLLEPCTBA,
THHEKONOMW M FENPOAYKTOAGMAN
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3AKNMIOYEHME MEOUKO-TEHETUYECKOW JTABOPATOPUM 000 «CEPBANAB» O PE3YNbTATAX MPOBEAEHHOIO

HEWHBA3WBHOI'O NPEHATAJIBHOIO TECTA #00004-HUMT-22

Bua nccnegoeanus: TapretHbin HAMNT (uccnepgoeanme xpomocom 13, 18, 21, X, Y)
¢.1.0.:

[arta poxgeHus:

Konu4vecTtso nnogos: 1

Cpok 6epemeHHocTH no Y3 (Ha momeHT B3aTus kposu): 20/21 Hepgens

Moka3zaHus: 06eCnoKOEHHOCTL COCTOSHUEM Nnoaa

[ata B3aTusa kpoBu: 18.03.2022 [laTta goctaBKu KpoBu B nabopatopuio: 18.03.2022

PesynbTar:
Yposenb nnogHon AHK: 18,95% Mon nnoga: myxckow (>99,0%)
Xpomocoma CocrosiHne Puck
21 Tpucomusa 21 (Cungpom fayHa) HU3kum puck (<0,1%)
18 Tpucomusa 18 (Cungpom Basapaca) HU3KMK puck (<0,1%)
13 Tpucomus 13 (Cungpom lMNaray) HU3KnK puck (<0,1%)
Xy HapyLweHne yncna nonoebiXx XpOMOCOM HU3kumn puck (<0,1%)

3aknwouyeHune: aHanu3 [HK, BbigeneHHoi M3 nnasmbl KPoBM GepemMeHHOW, NoKasan HWU3KUA PUCK Hanudus
aHeynnougum no xpomocomam 13, 18,21, Xu Y.

[na nHTepnpeTauun pe3ynbTaToOB TeCTa PeKOMEHAOBaHa KOHCYNbTaLWUA Bpava-reHeTuka.

WenonHuTtens

WcnonHuTtens

WcnonHuTtene
25.03.2022

AononHuTtenbHaa nHgopmauma:

WccnepoeaHue BeINonHeHo B coTpyaHudecTee ¢ ®MBHY «HAW ATuP um. [.0.01Ta» u 000 «HUMT».

Metoavka TecTvporanua: OHK nnasmel kpoeu martepw, cofepalias reHeTMYeckMia matepuan nnoga (MPoucxodswmii ua nnaueHTsl, B 99,8% cnydyaeB umerowmin
WOEHTWMYHLIRA C NN0QOM XPOMOCOMHbIA HAGop), aHanU3anpyeTca ¢ NOMOLLLIO TEXHOMOMKN MOHHOTO NONYNPOBOAHMKOBOIO CEKBEHMPOBaHMA Ha nNpubope lonTorrent S5 no
cobcTeeHHoMyY BuonHdopMaTudeckomy npotokony, paspaboraH Homy OOQ «HUMT» (MateHt N2 2712175 P®; onybnukosar 24.01.2020). Tect anpobupoBaH M
BanuOUpoBaHHa rpynne XeHWWH ¢ GepemeHHOCTBIO OgHWM nnogom, HauuHasa ¢ 10-i Hegenw GepemenHocTw. OnpegeneHwe nona nNoAa OCHOBAHO Ha
HanMUUWOTCYTCTBUW XPOMOCOMBI Y M JOCTOBEPHO TOMLKO ANA NOG0B, HE UMEIOLLMX MO3aMULW3Ma MO NOMoBLIM Xpomocomam. Mpu ypoeHe deTansHoi dpakyumn Hike
4% onpepeneHne XpOMOCOMHbIX aHOManuii Y NNoAa He NPeAcTaBnAeTCcA BOSMOXKHEIM.

BaxHo: HecMOTPA Ha BbICOKMIA MPOLEHT [OCTOBEPHOCTW PesynbTaToB, HEWHBA3WBHbBIA NpeHaTanbHblil TECT PEeKOMEHAOBaH KaK CKPMHWHI, TO ecTb MeTop,
paccuMThIBaOWMIA pUCK Hanuuma 3abonesaHus. pu BLISBNEHUM MOBLILIEHHOMO puUcKa HEOBXOAWMO MPOKOHCYNLTUPOBATLCHA C BPAYOM-TEHETUKOM O MPOXOXKOEHWUM
WHBa3WBHOI NpeHaTankHoi AUarHocCTUKW C Lemnbio onpefeneHns Kapuotuna nnogda. TonbKo 3T MO3BOMAET rapaHTUPOBaHHO MCKITIOYWTE XPOMOCOMHBIE aHOManuu y
NnoAa v CKOPPEKTUPOBAaTk TaKTWKY BefeHus GepemMeHHoCTV M popoB. Beicoku I pycK, paccynTaHHbIR No pesynbTaTtam HEeMHBAa3VBHOTO NPeHaTanbHoro TECTUPOBaHWUA,
He ABMAETCA OCHOBaHWEM ANA NpepbiBaHusa BepemeHHoCTH, cornacHo 3akoHoaaTenscTey Poccuitckon Gegepalm.

TecT He rapaHTMpyeT OOHO3HAYHOE WCKMIOYEHWE XPOMOCOMHBIX aHOManwil (MosauuqHblX dopM, cOanaHCMpOBaHHBIX CTPYKTYPHBIX MEPecTpoeK, Manbix
HecBanaHcUpoBaHHbIX CTPYKTYPHBIX MEPECcTPOeK XPOMOCOM) BCNeACTBME OTPaHWHEHUIA METOAWKKM TECTUPOBAaHWA, a Taloke Mo3anLyamMa, TPUMNoWaK i 1 TeTpannonaui,
MOHOTEHHBIX W1 APYIMX reHeTUUecKX 3aboneBaHui, He CBA3AHHLIX C aHEYMMNOWANAMMU.

Mon Byaywero pebéxka cooblaeTcs nocne 12-i Heaenw BepemMeHHOCTH, 3a UCKNIOYEHWEM Cy4YaeB XPOMOCOMHBIX aHOMaNWA No xpomocomam X U Y 1 CLEnneHHbIX ¢
nonom aaboneeaHuil (Ha ocHoeaHuK cTatei 11 1 12 KoHeeHUuK o npaeax Yyenoseka k BuomepuuymnHe ot 1997 roga).

CornacHo 3akoHogaTenscTBy Poccuitckoit Pegepaumn GepemMeHHbIM rpynnbl BbICOKOTO pMCKa MokasaHo NPOBEAEHWE YNbLTPa3BYKOBOrO MccnegoBaHua (Y3W)
3KCNEPTHOIO YPOBHA AaXe NPV HanuuMKu HA3KOro pucka aHeynnouauu no peaynstatam HAMT. QnuTensHocTs 1 kpaTHoCT ¥Y3W akcnepTHOro YpoBHS onpegensioTcs
KIMHWHYECKYMUW NOKa3aHUAMM.

Mepen npoxoxaeHWem TecTa obAsaTentHa KOHCYNbTAUWA Bpaya-reHeTUKa AN PasbACHEHWUA NaLMEHTKE BO3MOMHOCTER M OrpaHUYeHnid TecTa.
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3AKNMIOYEHME MEOUKO-TEHETUYECKOW JTABOPATOPUM 000 «CEPBANAB» O PE3YNbTATAX MPOBEAEHHOIO

HEWHBA3WBHOI'O NPEHATAJIBHOIO TECTA #00005-HUMT-22

Bua nccnegoeanus: TapretHbin HAMNT (uccnepgoeanme xpomocom 13, 18, 21, X, Y)
¢.1.0.:

[arta poxgeHus:

Konu4vecTtso nnogos: 1

Cpok 6epemeHHocTH no Y3W (Ha momeHT B3aTus kposu): 10/11 Hegene

Moka3zaHus: 06eCnoKOEHHOCTL COCTOSHUEM Nnoaa

[ata B3aTusa kpoBu: 03.03.2022 [laTta goctaBKu KpoBu B nabopatoputo: 04.03.2022

PesynbTar:
Yposenb nnogHon AHK: 10,15% Mon nnoga: xeHcknm (>99,0%)
Xpomocoma CocrosiHne Puck
21 Tpucomusa 21 (Cungpom fayHa) HU3kum puck (<0,1%)
18 Tpucomusa 18 (Cungpom daBapaca) BbICOKMI puck (299,0%)
13 Tpucomus 13 (Cungpom lMNaray) HU3KnK puck (<0,1%)
X HapyLweHne yncna nonoebiXx XpOMOCOM HU3kumn puck (<0,1%)

3aknwoueHue: aHanus [IHK, BeigeneHHon u3 nnasmsl KpoBu GepemMeHHONn, nokasan BbICOKUW PUCK Hanuuus
Tpucomum 18 1 HU3KMIA PUCK HANUYMA aHeynnouanm no xpomocomam 13, 21 n X.

IOnsa nHTepnpeTaumMm pe3ynbTaToB TeCTa 06sA3aTenbHa KOHCYNbTauus Bpava-reHeTmKa.

WenonHuTtens

WcnonHuTtens

WcnonHuTtene
10.03.2022

AononHuTtenbHaa nHgopmauma:

WccnepoeaHue BeINonHeHo B coTpyaHudecTee ¢ ®MBHY «HAW ATuP um. [.0.01Ta» u 000 «HUMT».

Metoavka TecTvporanua: OHK nnasmel kpoeu martepw, cofepalias reHeTMYeckMia matepuan nnoga (MPoucxodswmii ua nnaueHTsl, B 99,8% cnydyaeB umerowmin
WOEHTWMYHLIRA C NN0QOM XPOMOCOMHbIA HAGop), aHanU3anpyeTca ¢ NOMOLLLIO TEXHOMOMKN MOHHOTO NONYNPOBOAHMKOBOIO CEKBEHMPOBaHMA Ha nNpubope lonTorrent S5 no
cobcTeeHHoMyY BuonHdopMaTudeckomy npotokony, paspaboraH Homy OOQ «HUMT» (MateHt N2 2712175 P®; onybnukosar 24.01.2020). Tect anpobupoBaH M
BanuOUpoBaHHa rpynne XeHWWH ¢ GepemeHHOCTBIO OgHWM nnogom, HauuHasa ¢ 10-i Hegenw GepemenHocTw. OnpegeneHwe nona nNoAa OCHOBAHO Ha
HanMUUWOTCYTCTBUW XPOMOCOMBI Y M JOCTOBEPHO TOMLKO ANA NOG0B, HE UMEIOLLMX MO3aMULW3Ma MO NOMoBLIM Xpomocomam. Mpu ypoeHe deTansHoi dpakyumn Hike
4% onpepeneHne XpOMOCOMHbIX aHOManuii Y NNoAa He NPeAcTaBnAeTCcA BOSMOXKHEIM.

BaxHo: HecMOTPA Ha BbICOKMIA MPOLEHT [OCTOBEPHOCTW PesynbTaToB, HEWHBA3WBHbBIA NpeHaTanbHblil TECT PEeKOMEHAOBaH KaK CKPMHWHI, TO ecTb MeTop,
paccuMThIBaOWMIA pUCK Hanuuma 3abonesaHus. pu BLISBNEHUM MOBLILIEHHOMO puUcKa HEOBXOAWMO MPOKOHCYNLTUPOBATLCHA C BPAYOM-TEHETUKOM O MPOXOXKOEHWUM
WHBa3WBHOI NpeHaTankHoi AUarHocCTUKW C Lemnbio onpefeneHns Kapuotuna nnogda. TonbKo 3T MO3BOMAET rapaHTUPOBaHHO MCKITIOYWTE XPOMOCOMHBIE aHOManuu y
NnoAa v CKOPPEKTUPOBAaTk TaKTWKY BefeHus GepemMeHHoCTV M popoB. Beicoku I pycK, paccynTaHHbIR No pesynbTaTtam HEeMHBAa3VBHOTO NPeHaTanbHoro TECTUPOBaHWUA,
He ABMAETCA OCHOBaHWEM ANA NpepbiBaHusa BepemeHHoCTH, cornacHo 3akoHoaaTenscTey Poccuitckon Gegepalm.

TecT He rapaHTMpyeT OOHO3HAYHOE WCKMIOYEHWE XPOMOCOMHBIX aHOManwil (MosauuqHblX dopM, cOanaHCMpOBaHHBIX CTPYKTYPHBIX MEPecTpoeK, Manbix
HecBanaHcUpoBaHHbIX CTPYKTYPHBIX MEPECcTPOeK XPOMOCOM) BCNeACTBME OTPaHWHEHUIA METOAWKKM TECTUPOBAaHWA, a Taloke Mo3anLyamMa, TPUMNoWaK i 1 TeTpannonaui,
MOHOTEHHBIX W1 APYIMX reHeTUUecKX 3aboneBaHui, He CBA3AHHLIX C aHEYMMNOWANAMMU.

Mon Byaywero pebéxka cooblaeTcs nocne 12-i Heaenw BepemMeHHOCTH, 3a UCKNIOYEHWEM Cy4YaeB XPOMOCOMHBIX aHOMaNWA No xpomocomam X U Y 1 CLEnneHHbIX ¢
nonom aaboneeaHuil (Ha ocHoeaHuK cTatei 11 1 12 KoHeeHUuK o npaeax Yyenoseka k BuomepuuymnHe ot 1997 roga).

CornacHo 3akoHogaTenscTBy Poccuitckoit Pegepaumn GepemMeHHbIM rpynnbl BbICOKOTO pMCKa MokasaHo NPOBEAEHWE YNbLTPa3BYKOBOrO MccnegoBaHua (Y3W)
3KCNEPTHOIO YPOBHA AaXe NPV HanuuMKu HA3KOro pucka aHeynnouauu no peaynstatam HAMT. QnuTensHocTs 1 kpaTHoCT ¥Y3W akcnepTHOro YpoBHS onpegensioTcs
KIMHWHYECKYMUW NOKa3aHUAMM.

Mepen npoxoxaeHWem TecTa obAsaTentHa KOHCYNbTAUWA Bpaya-reHeTUKa AN PasbACHEHWUA NaLMEHTKE BO3MOMHOCTER M OrpaHUYeHnid TecTa.



