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PE3Y/IbTAT YCTAHOB/IEHUA BUONIOTMYECKOTO
POACTBA

Ha ocHoBaHWM YacTHOro 3akasa, B 000 «HMN® «XE/IMKC» npoBefeHO yCTaHOBIEHUE
6uonornyeckoro poacTsa.

ONMUCAHUE NCCNEAOBAHUA

MATEPUADI, NPEQOCTABJIEHHbLIE HA UCCNNEAOBAHUE
UccnepoBanncb bBuonornyeckne obpasubl, NpeaocTaB/ieHHble CeayoWmMMn ANLamMK:

PebeHokK 1

®uno1

[aTa poxgeHua:

Bua 6uomatepuana: 6yKKanbHbIN anuTenumi
Kop obpasua:

Wundp obpasua:

Mpeanonaraembiit geaywka 1

®ono2

[aTa poxgeHua:

Bug 6uomatepuana: 6yKKanbHbIN anuTenmi
Kop obpasua:

Wunop obpasuya:

LUEZIb UCCNEAOBAHUA — YCTAHOBUTD:

1 NckntoyaeTca mam He UCKAoYaeTca Guonorvyeckoe OTLOBCTBO OMONOIrMYECKOro CbliHa
OoHopa obpasua C MapKMpoBKoM: «@UO2», B OTHOWEHUM p[OHOpa obpasua ¢
MapKNpoBKOn: «®UO1»?

2 Ecnn oTuoBCTBO 6MOM0OrMYECKOro cbiHa AoHOpa obpasua ¢ mMapkuposkon: «PUO2», B
OTHOWEHMN AoHopa obpasua ¢ MapKMpoBKoW: «PUOI1», He WCKAOYAeTCA, TO KaKoBa
BEPOATHOCTb TOFO, YTO MOJYYEHHbIA pe3ynbTaT He ABNAETCA CNeACTBMEM CAYYaMHOro
COBMAaZAEHUNA UHANBUAYANUIUPYIOLLNX MPU3HAKOB HEPOACTBEHHbIX UL, (MPU YCNOBUM, YTO
Apyrve BapuaHTbl NaTPUANHENHOrO POACTBA HE paccMaTpuBatoTcs)?

3asegyiowmii naboparopuei U.U. Cknbo CtpaHuua 1 m3 8



mailto:info@spb.helix.ru
http://www.helix.ru/

rf_'\')‘ ® Na6opaTopHas cnyx6a «XenmKkc»
\ { 197022, CaHkT-lNeTepbypr, Hab. pekn Kapnosku, 4.5, Ten. 380-90-11
L e-mail: info@spb.helix.ru  WWW: http://www.helix.ru
UCCNEQOBAHUE

0630p

B ocHOBe MONEKYNAPHO-TEHETUYECKOTO METOAA UCCNEeLOBAHUA NEXUT UAEHTUPUKaunA
annenen paga nonMMop®dHbIX IOKYCOB, YHUKAZIbHO HacnesyemMblx pebeHKoM oT 6Monormyeckmx
poautenei. MWccnepoBaHuo noaBepraetca  Ae30KcMpuboHykneumHoBaa  KucnoTa  (OHK),
BblAeNeHHAA 13 BMONOrMYeckoro matepuana, Nosy4eHHoro ot obcnegyembix nuu. Y Kaxgporo
yenoBeKa KIeTKM BMOIorMyeckoro matepuana (KpoBb, C/OHA, KOCTWU, KOXKa, MbIwLbl, 3y6bl,
cnepma, NyKOBMUbI BOMOC M Ap.) cogep:kaT abcontoTHo oaumHakosyto [HK. OHa ocraetca
NOCTOAHHOM HA NPOTAXEHMM BCEM XKM3HW, HE NOABEPraaCb U3MeHeHUAM. [ToaTomy pesyabTaTbl
MONEKYNAPHO-TEHETUYECKOro UCCNef0BaHNA He 3aBUCAT OT TOTO, KAKOM MMEHHO Bronoruyeckmi
MaTepuan uccnenyeTca B KOHKPETHOM Cyyae.

Mpu npoBeAeHUM nonumepasHon uenHoir peakymn (MLUP) npoucxoanT BbICOKO
cneumduyHaa  amnanduKkaumsa  (yBesIMYEHME  KOAMYECTBA KOMWM B MUIIMOHLI  pas)
onpeaeneHHblx ¢pparmeHTos JHK, coaepKawmx annenm nccnegyembix 0KycoB. ITo NO3BONAET
npoBecTn  3nekTpodopeTnyeckoe pasgeneHve  aMnanPUUUMPOBAHHbBIX  PparmeHToB MU
NOEHTUOMLMPOBATL anenn NoMMOPPHbIX TOKYCOB, COOTBETCTBYHOLME 3TUM PparmeHTam AHK.

BbiABNAEHHbIE annennM UCCAefoBaHHbIX JIOKycoB 0603HayaloTcA B COOTBETCTBMM CO
CTAaHOAPTHOM  MEXAYHAPOAHOM HOMEHKAATYpPOW, UTO MNO3BONAET Mpu  HeobxoaumocTu
NPOBOAMUTbL MEX/1abopaToOpPHbIE CPABHEHWA NOYYEHHbIX PE3Y/1IbTATOB.

Pe3ynbTaTbl MCCNEAOBaHUA WHTEPNPETUPYIOTCA B COOTBETCTBMM C Tem ¢aKTOm, YTO B
MOMEHT 3a4yaTua pebeHKa NPOUCXOAWUT CAUAHWE ANLEKNETKM MaATepU WU CcrepmaTtos3onsa
6uonornyeckoro oTua, CoAeprKalmx ranaongHble Habopbl Xpomocom (No 23 XPOMOCOMbI).
Mocne onnofoOTBOPEHUA 3TW ABa ranaouMAHbIX Habopa xpomocom GopMUPYIOT AUNAOULHbIN
Habop xpomocom pebeHKa (23 napbl xpomocom). Takum 06pasom, NMOJIOBMHY FE€HETUYECKOTO
maTtepuana pebeHoK NoayyaeT oT MaTepu 1 APYyryro NON0BUHY OT Bronorudeckoro otua. OTcoga
cnepyeT, YTO B reHome pebeHKa MOryT MPUCYTCTBOBaTb TOJIbKO TaKMe annenn noanmMopeHbIX
JIOKYCOB, KOTOpble 06HapyKMBatOTCA Y MaTepu KU buonornyeckoro otua. CpaBHEHWE reHOTMMNOB
pebeHKa U maTepu NO3BONAET YCTAaHOBUTb, KaKMe UMEHHO aNNenun yHacneaoBaHbl pebeHKom oT
6uonormnyeckoro oTua (onpeaennTb “oTLOBCKMI Habop annenen” y pebeHkKa).

BoiBog 06 WCKAKOYEHWM OTLOBCTBA [AenaeTcdA, ecinm B reHotunax pebeHka wu
npeanonaraemoro oTLa OTCYTCTBYIOT COBMNaZatowme anienm Aaxke no otaenbHbiM noKycam. Mpu
HanMunMM CcoBMaAZalOWMX annenem no BCEM WCCNeAOBAHHbIM JIOKycam Yy pebeHka u
npegnonaraemoro OTua AenaeTcA  BbiBO4, O  BO3MOMHOCTM  NOAy4YeHUs  pebeHKom
HacnenCcTBEHHOro MmaTepuana oT obcnesyemoro: «He MUCKAYeHue» OTuOoBCTBa. MHbimM
CNO0BaMM, B UCCeA0BaHMM BbIHOCMTCA Ha paspelleHne caeayowmii BONpoc: npucymcemasyem au
8 2eHoMe npeodnosnazaemo20 omya 2eHemuyeckuli mamepuas, Komopsil bbin nepedaH pebeHKy
buonoau4yeckum omuyom?

Pe3ynbTaTbl UCCNe0BaHUA NOTMYECKM HEOMPOBEPMKMMbI UWb B CAYYAAX WMCKAOYEHUS
OTLLOBCTBA. B cnyyasx e «He UCKNYEHMAY, MOCKONbKY reHOTUMNbI MO UCCNEA0BAHHbIM IOKYCaM
He ABNAKTCA YHUKANbHbIMM A/1A KaXKAOro YenoBeKa (Hanpumep, y ogHoAalueBbix 61M3HeL0B
reHOTUNbl MO BCEM JIOKYCaM MAEHTUYHbI), MHOOPMATUBHOCTL NPOBEAEHHOIrO MCCAEAO0BAHMA
OLeHMBAETCA CPeACcTBAaMU TEOPUM BEPOATHOCTM M MATEMATMYECKOM CTAaTUCTUKM HA OCHOBAHWUMU
OAHHbIX O BCTPEYAaeMOCTU annenei B nonyasumun. J/ltobor cnyya «He UCKAKYEHUA» OTLOBCTBA,
HEe3aBMCMMO  OT  KO/JIMYEeCTBA  MCCAEeAOBaHHbIX  JIOKYCOB, He  ABAAETCA  JIOTUYECKM
HeonpoBepXUMbIM: GOPMaNbHO BCErAa CyLeCcTBYeT BEPOATHOCTb Cay4YaliHo20 COBMALEHUA
annenen B cpasBHMBaemMbIx obpasuyax JHK.
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YcmaHoeneHue omyoecmea

OHK-TecT Ha OTUOBCTBO MNO3BO/AET YCTAaHOBUTb, MOMET /I MY)KUYMHA ABNATbCA
6MONOrMYECKMM  OTLOM KOHKpeTHOro pebeHKa WAM HeT. BO3MOXHbl fABa BapuaHTa
MHTEepNpeTaunn pesynbTata uccnenosBaHua: (1) MCKAoYeHMe OTUOBCTBA U (2) HeWUcKAuYeHue
OTL,OBCTBA. BepoATHOCTb NPU HEUCKAKOYEHUWN OTLOBCTBA B cpeaHem 99,9999% (TouHocTb 100%
NPU HEUCKNIOYEHUM OTLOBCTBA TEOPETUMYECKU He pgocTukuma). CyuiectByeT ABa Tuna
ncciefoBaHUA Ha OTLOBCTBO - Ay3T U Tpuo. Mpu AyaTe aHanM3MUpyroTca Buonornyeckme obpasupl
pebéHKa u npeanonaraemoro otua. [pu Tpuo — 6uonornyeckne obpasubl pebEHka,
npegnosaraemoro otua u 6uonormyeckon matepu. BaxkHo! UccnepoBaHue B popmarte ayaT
MOXKET NPOBOAUTLCA UCKNHOUYUTENBHO NMPU HEBO3MOXKHOCTU B3ATb BMONOrMYEcKUiA maTepman y
6uonormnyeckon matepu pebeHka.

YpoBeHb [A0Ka3aTe/NIbHOCTM 3SKCNEepPTHOro MUCCNefoBaHMA B CAyvYae HEWUCKA4YeHuA
OTLO0BCTBa A0/1)KEeH COCTaBNATb caedyrowmne 3Ha4yeHnA:

- 0418 nonHo20 mpuo (mame - pebeHoK - npednosnazaemsili omey) npu ycaos8uu, 4Ymo
ucmuHHocme 0py2020 podumerns cyumaemca beccriopHoli - He Huxce 1000 (paccyumeoisaemobili
Kak uHoekc omuyoscmasa Pl);

- 0119 0yama (pebeHok - npednonazaemsili omeu) 8 omcymcmaue opy2o20 pooumess - He
Huxce 400 (paccyumoeisaemslii Kak uHOekc omuoecmea Pl) (npukasz MuH30pascoypazsumus
Pocculickoli ®edepayuu om 12.05.2010 200a Ne 346H).

YcmaHoeneHue mamepuHcmea

AOHK-uccnepoBaHMe Ha MATEpPUMHCTBO MO3BOMAET YCTAHOBUTb, MOMET JIM KEeHLWMHA
ABNATLCA BMONOrMYEeCcKOM MaTepblo KOHKpeTHoro pebeHka uan HeT. BO3MOKHbl ABa BapwWaHTa
WMHTepnpeTaunn pesynbtata uccnegoBaHma: (1) ncKaoYeHne MaTepUHCTBA U (2) HEeUCKNOYeHWe
MaTEPUHCTBA. BEepoATHOCTb NMPU HEUCKAOYEHMN MaTepuHcTBa B cpeaHem 99,9999% (TouHoCTb
100% npu HEUCKAOYEHUN MATEPUHCTBA TEOPETUYECKM He AocTuXKMMa). CyliecTByeT ABa TMMA
NUcCNefoBaHMA Ha MATEPUHCTBO - AyaT M Tpuo. lNpu ayate aHanusupytotca buonornyveckme
o0bpasupl pebéHKa 1 npegnonaraemoit matepu. Mpu Tpno — bnonornyeckne obpasupl pebérka,
npegnonaraemon matepu u 6uonorumyeckoro otua. BakHo! UccneposaHne B dopmate Ayt
MOXeT NPOBOAUTLCA UCKNKOUYUTENBHO NPU HEBO3MOXKHOCTU B3ATb BMONOrMyYeckuin matepuman y
6uonormnyeckoro otua pebeHka.

ypOBeHb AO0Ka3aTe/IbHOCTU 3SKCNEPTHOro wuccnegosaHmAa B Cayd4ae HEeUCKn4veHuA
MaTEPUHCTBA A0/1XKEH COCTaB/IATb caedyrowmne 3Ha4YeHNA:

- 0218 nosnHo20 mpuo (omeuy - pebeHoKk — npeodnosnazaemas mMams) nNpu ycao08uu, 4Ymo
ucmuHHocme 0py2020 podumernsa cyumaemca beccrnopHol - He Huxce 1000 (paccyumeoisaemeolli
Kak uHoeKkc mamepuHcmaa Pl);

- 0518 0ysma (pebeHOK — npednosaazaemas Mmame) 8 omcymcmeue 0py2020 pooumers - He
Huxce 400 (paccyumsieaemsili Kak UuHOekc mamepuHcmea Pl) (npuka3 MuH30pascoypazsumus
Poccutickoli ®edepayuu om 12.05.2010 200a Ne 346H).

Bbau3sHeyoeblii mecm

3TO uccnegoBaHMe NO3BOAAET YCTaHOBUTb, ABAAOTCA AN BAM3HELbI OAHOANLEBLIMU NN
pa3sHoAlLEeBbIMW. BO3MOXHbI ABa BapuaHTa WHTepnpeTaumMm pesynbTaTa uccnegosaHua: (1)
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YYaCTHUKM MOTYT ABAATbCA OAHOANLEBbIMM 6AM3HELaMW U (2) Yy4YaCTHUKM ABAAKOTCA
pa3HoAnueBbiMM 6aM3HeuamMn. TOYHOCTb aHa/AM3a NpPU NOATBEPKAEHUMU OLHOAMLEBOCTU -
99.9999% wu Bbiwe, Npu nckaveHnn — 100%. Ona aHanusa Heobxoammbl obpasubl JHK aByx
6113HeloB.

CubnuHzoebili mecm

3T0 uWccnefoBaHWe NPOBOAWUTCA  UCKAKOYUTENIbHO MPUM  HEBO3MOMKHOCTM  aHanu3a
b6uonornyeckoro matepmana npeanonaraemoro poautena pebeHka. TecT Ha OCHOBaHWM aHaM3a
ayTOCOMHbIX MapKepoB MO3BO/SAET ONPeAe/INTb BEPOATHOCTb TOrO, YTO ABa 4YE/I0BEKA MMEIT
oAHOro wmnm oboux obwmx poautenen (T.e. ABNAOTCA MONYCUBAMHIAMU WUAW  MOJIHbIMU
cnbnamnHramum). CyLLecTsytoT TpM Pa3HOBUAHOCTU CMBAMHIOBOro Tecta: 1) NONHOCMBANHOBbLIN TeCT,
NPY KOTOPOM anpuMopyM WM3BECTHO O TOM, YTO Yy YYaCTHMKOB OAMH 06wuii poguTenn, u
HeobXxo4AMMO YCTaHOBUTb BEPOSATHOCTb TOMO, YTO YY4ACTHUKM MMEIT BTOPOro obLiero pogurens);
2) NONHOCMBAMHIOBBIMA TecT, NPU KOTOPOM HeobXxoAMMO YCTaHOBUTb BEPOATHOCTb TOrO, YTO
YYaCTHUKN ABAAIOTCA NOAHbIMU CMBAMHIAMKM, @ HE HEPOACTBEHHbIMW APYr Apyry Aabmu; 3)
NoNYCMBAMHIOBBIA TECT, NPUM KOTOPOM HeobXxoAMMO YCTaHOBUTb BEPOATHOCTb TOrO, 4YTO Yy
YYaCTHUKOB OAWMH 06WMIA poauTenb. BO3MOMXKHbI TPU BapuaHTa WMHTepnpeTauuu pesynbTaTa
aHanu3a: (1) y4acTHMKM MOryT SBAATLCA MOAHbIMK (MKW nony-) cubamHramu, (2) cubnmHrosoe
POACTBO MasioBepoATHO, (3) HeonpedeneHHbI pe3ynbTaT (Koraa reHeTUYeckue AaHHble He
No3BO/IAIOT CAENATb BbIBOAbI O BOSMOXHOCTM TOrO WX MHOTO POACTBA).

BennunHa ycnoBHOM BEPOATHOCTU CUBAMHIOBOrO POACTBA PACCYMUTHLIBAETCA Ha OCHOBE
MHOEKca poAacTBa (OTHOWeHMe npaBaonoaobus cpaBHMBaemblx runotes LR). YcTraHoBeHbI
cneayrouimMe CTaHAapTbl MHTEpPNpeTaumm pesynbtatoB nccnegosanma (Standards for Relationship
Testing Laboratories, 13th edition (The AABB Standards Program Committee, 2018)):

NHpekc poacTea <0.1 — poactso

manosepoATHo NHaeKc poacTtea >10 —

poACTBO BEPOATHO

Mupekc poactea ot 0.1 ao 10 — HeonpeaeneHHbIM pesynbraT

Onsa aHanmsa Heobxoanmbl obpasupl JHK pebeHka, ero npeanonaraemoro cMbaunHra, u nx
6eccnopHbIX poguTene.

BarkHo! OAHOBpeMGHHoe ncenenoBsaHue AO0NONHUTENbHbIX 61oN0rMyecKmx
pPoACTBEHHUKOB npeanosiaraemoro poauntena pe6eHKa cywectBeHHO noBbiWaeT TOYHOCTb
aHann3a.

ABYHKynapHbiii mecm

3T0 uWccnefoBaHWE NPOBOAWUTCA  UCKAKOYMTENbHO NPU  HEBO3MOXKHOCTM  aHanu3a
B6uonornyeckoro matepmana npeanosiaraeMoro poautena pebeHka. TecT Ha OCHOBaHUM aHanM3a
ayTOCOMHbIX MapKepoB MO3BO/IAET AaTb 3aK/04EeHNE O BEPOATHOCTU POACTBA Mexay pebeHKom
W npeanonaraembim gagein (npegnonaraemoin tetei). Bo3MOXKHbI TPM BapuaHTa MHTepnpeTaumnm
pesynbTata wuccnegoBaHusa: (1) poactBo BepoaTHOo, (2) poactBo  ManosepoaTHo (3)
HeonpeaeneHHbIN pe3ynbTaTt (Korga reHeTMYeckne AaHHble He MO3BOAAIOT cAenaTb BbiBOAbI O
BO3MOXHOCTM TOrO MW MHOTO POACTBA).

BennunHa ycnoBHOW BEPOATHOCTM aBYHKY/IAPHOIO POACTBA PacCUMTbIBAETCA Ha OCHOBE
MHOEKCa poacTBa (OTHOWeEHMe npaBaonoaobus cpaBHMBaemMbix runotes LR). YcTaHOB/eHbI
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cnepytoume CTaHAAPTbl MHTEPNpeTaLmMm pesynbTaTtoB nccneaosanus (Standards for Relationship
Testing Laboratories, 13th edition (The AABB Standards Program Committee, 2018)):

Nupekc poactea <0.1 — poactso

ManoseposaTHo MHAaeKc poacTea >10 —

pPOACTBO BEPOATHO

MHpekc poactea ot 0.1 ao 10 — HeonpeaeneHHbIn pesynbraT

[na aHanunsa Heobxoaumbl 0bpasupl AHK aByx nogen, Haxoaalwmxca B Npeanonaraemom
POACTBE, a TaKXKe bruonormyeckoro pogurtens pebeHka.

BakHo! OpHoBpemeHHoe nccnegoBaHue AONONHUTENbHbIX 61onormyeckmx
pPOACTBEHHMKOB Mpegnonaraemoro poautens pebeHKa CylecTBEHHO MNOBbIWAeT TOYHOCTb
aHanusa.

Aedywka/6abywKa — 8HyK/eHy4YKa

3TO0 uWccnefoBaHWe NPOBOAWUTCS  UCKAKOYMTENIBHO MPUM  HEBO3MOMKHOCTM  aHanu3a
6uonornyeckoro matepuana npeanosiaraemoro pogurtensa pebeHka. TecT Ha OCHOBaHUM aHaNM3a
ayTOCOMHbIX MapKepoB MO3BOAAET AaTb 3aK/AOUYEHWE O HAaAUYMKU POACTBA MeXKAy pebeHKom U
npeanonaraembiMm geaywkon u/vnm 6abywkoi. CywectsyeT ABa TMNa aHaAU30B Ha TaKoW BUA,
poacTea - (1) BHYK (BHy4YKa) u 6abywkKa (aeaywka) v (2) BHyK (BHy4Yka), 6abylwKka n geaylwka.
OaHoBpeMeHHOe wuccnenoBaHMe o06pasuos 6abylikM M geAyWwKU 3HAYUMTENbHO MNOBbIWAET
TOYHOCTb UCCNEeA0BaHUA U B ONpeaeneHHbIX Cy4anax No3BoAeT NOJHOCTbIO UCKAKYUTL POACTBO
(4To HEBO3MOMKHO B CAy4yasx, Koraa ANsA aHanM3a NpeaocTaB/ieH To/NbKo obpasel, oT 6abyLKku
NN OT AeAylWKK). BO3MOKHbI YeTbipe BapuaHTa MHTepnpeTaumm pesyabTaTta uccnegosaHuma: (1)
poACTBO BepoATHO, (2) poAcTBO ManoBepoATHO (3) HeonpeaeneHHbl pe3ynbTaT (Koraa
reHeTMyeckue gaHHble He NO3BO/IAIT CAEeMaTb BbIBOAbI O BO3MOXKHOCTU TOTO UM MHOTO PO/ACTBA)
n (4) poACTBO MOJIHOCTbIO MCKAKOYEHO (TONbKO AR CAy4YaeB, KOrAa y4vyacTByloT M 6abylika, u

Aenyuwka).

BennumHa ycnoBHOM BEpPOATHOCTU POACTBA PAaCcCYMTbIBAETCA HA OCHOBE MHAEKCA POACTBa
(oTHOWweHMe npasgononobua cpaBHMBaemMbix rmnoTes LR). YcTaHoBAEHbI cieaytowme cTaHAapTbI
WHTEepNpeTaLmMmM pes3ynbTaToB MCCAEAOBAaHUA C Y4YaCTUEM TO/IbKO OAHOro 6MONorMyeckoro
poauTena npeanonaraemoro poautens pebeHka (Standards for Relationship Testing
Laboratories, 13th edition (The AABB Standards Program Committee, 2018)):

NHpekc poacTea <0.1 — poactso

manosepoATHo NMHaeKc poacTtea >10 —

pOACTBO BEPOATHO

NHpekc poactea ot 0.1 ao 10 — HeonpeaeneHHbI pe3ynbraT

[ns aHanusa HeobxoamMmbl obpasubl pebeHKa n 6abylwKku (aeaywKkn), nan xe pebéHka,
6abyLIKN N AeayLIKK, a TakKe BUoNornyeckoro poauTens pebeHka.

UccnedosaHue Y-xpomocombl

3TO0 uccneaoBaHWe NO3BONSET ONPeae/iuTb, COCTOAT NN ABOE MYNKUYMH B BAN3KOM
naTpuaMHeHoM popactee (nonycubnanmHrosom, AM60 NOSHOCMBAMHIOBOM, POACTBE Ha YPOBHE
AefyLlWKa - BHYK, MMb0 4aaa - NNEMAHHUK). 3aKkNoyeHne Aaétca Ha OCHOBAaHWW UCC/ef0BaHuUA
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MapKepoB Y-XpOMOCOMbI, KOTOpasa NepeaaéTca UCKAOYUTENbHO MO MYMKCKOM MHUK OT OTua K
CbiHy. MNpyK NomoLM 3TOro UCCnea0BaHNSA MOXKHO NOATBEPAUTb UM ONPOBEPTHYTb, ABAAKTCS N
ABOE MY}KUYMH YJleHaMW OA4HOW CeMbM (NPWU YCNOBMM TOrO, YTO Y HMX OAWH Mpeanonaraemblii
MYXCKOW npapoguTesnb). TakKe 3TO UCC/el0BaHUE MOMKHO MCMO/b30BaTb AN YCTAaHOB/EHMA
OTLOBCTBA B OTHOLWIEHMM ManbuyMKoB npu otcytctBum [AHK oTua, Korga ectb BO3MOXHOCTb
nccnepoBatb 06pasubl AeAywKM MO OTUOBCKOM NIMHUM WMAW popHoro 6paTta oTtua. AnA
nccnefoBaHuA HeobxogmMmbl 06pasuybl JHK ABYX MyXUWMH, KOTOpble NPeanoNoXKUTENBHO MOTYT
NPUHaANEeXaTb O4HOM U TOM Ke MYKCKOM IMHUN,

UccnedosaHue X-xpomocomol

3T0 uccnegoBaHMe UMEET OrpaHUYeHHOE NPUMEHEHWE, HO MHOTA4A NO3BONAET YCTaHOBUTL
POACTBEHHblE OTHOLWEHWA Torga, Koraa Apyrue BuAbl UCCNeAOBaHUA AAKOT HeonpeaeseHHbIN
pesynbtat. OH 0Cob6eHHO MWHPOpPMaATMBEH B C/Ay4Yasx, Korga pPebEHOK AeBoYKa (AeBOYKM
noJsiyyatoT X-XpomMocoMy OT OTLa), Npeanonaraembliii oTel, He AOCTyneH A8 aHanu3a, HO ecTb
buonoruyeckas maTb NpeanosaraeMoro oTua Uan npegnonaraemas cectpa pebeHka no otuy. B
OT/IMYME OT UCCNEAO0BAHNA ayTOCOMHbIX MAaPKEPOB, aHaINM3 X-XPOMOCOMbI B MPUBEAEHHOW Bbille
KOHOUIypauUMM Y4aCTHUKOB MNO3BONSET MUCKAKOYUTL POACTBO. [pM HEWUCKAOYEHUW pPOACTBa
PaCCUMTbIBAIOTCA MHAEKC M BEPOATHOCTb POACTBA. AN MccneAoBaHWa HeobxoAumbl 06pasibl
pebéHKa (4eBOYKKN) M ee POACTBEHHMKA KEHCKOro nona (buonoruyeckaa maTtb Npeanonaraemoro
oTua WM cecTpa pebeHKka No OTUWy) MO OTUOBCKOM AMHMU. BaxHo! OaHoBpemeHHoe
nccnepoBaHue 6uonornyeckon matepu pebéHKa u (B cnyyae Tecta Ha nonycubamMHrosoe
poAcTBo) BuMosorMyeckort matepu npeanonaraemon cectpbl pebeHKa cylecTBeHHO NOoBbllaeT
TOYHOCTb aHaNM3a.

UccnedosaHue mumoxoHopuansHoii JHK

3To uccnegoBaHWe MNO3BOAAET  onpefenntb, WMeT /AN YYaCTHUKUM  eIMHOro
MATPUAMHEMHOTO  npegKa.  3aKknyeHMe  JaéTcA Ha  OCHOBAHMM  UCCNefOoBaHUA
runepeBapuabenbHbiX PErMoHOB MUTOXoHApuanbHoi OHK, KoTopaa nepepaétca getam oboumx
MON0B UCKNOUYUTE/IBHO OT MaTepu.

BbIAENEHUE AHK

BoliaeneHne JHK n3 obpasuoB bnonornyeckoro matepmana nposoannm peareHtom «JHK -
sKkcnpece» (HN® «/lutex», Poccus).

Ons MOHUTOPMHra BO3MOMKHOM KOHTamuHauum npu BbigeneHmn OHK wucnonbsosasnca
oTpuULAaTeNbHbI KOHTPONb BbiaeneHua (KB).

AHANTN3 NONIUMOPPU3MA A/INHBI AMNINOULIMPOBAHHbBIX ®PATMEHTOB (NAA®)
XPOMOCOMHOM AHK

TunuposaHue noanmopdHbix STR-n0KycoB xpomocomHon AHK npoBogman ¢ nomouubto
NOAMMEpPA3HON LEMHOM peakuMu C MCNO/b30BaHMEM 3H3MMaTUYecKor amnandukaumm 25
NnokycHoi naHenun VeriFiler™ Express PCR Amplification Kit (ThermoFisher Scientific, CLUA),
PYKOBOACTBYACH MeToguyeckmmm YKazaHuamu N298/253 «McnonbzoBaHue
WHAMBUAYANN3UPYIOWMX CUCTEM HA OCHOBE nonMmopdusama [avHbl amnandUuUMpPOBaAHHbIX
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¢parmeHToB (MAAP) AHK B cynebHO-MeAULIMHCKOM 3KcnepTnse MAaeHTUPUKaLUUU INYHOCTU U
yCcTaHOBNEHUA poactBa» (yTBepxaeHbl MwuH3gpasom PP 19.01.1999 r.) U MHCTPYKUMAMM
bUpMbI-U3rotoBuTENA.

Ona  oueHkn cneumMPUYHOCTM peakumMm amnavduKaumm WUCNoab3oBanM npenapat
KOHTponbHOW [AHK (NONoKuTenbHbii KOHTPOAb, K+) C W3BECTHbIMM TE€HOTUMUYECKUMMU
npuU3HaKamu 1 npenapar, He coaepKawmii HK (oTpuuatenbHbli KOHTPOAD, K-).

MpoAyKTbl NONMMEPA3HON LEeNHOM peakunn GpakuMOHMPOBANN INeKTPOPOpeTUYECKUN C
MCNO/NIb30BaHMEM CUCTEMbI KanunnspHoro snektpodopesa 3500 Genetic Analyzer (Applied
Biosystems, CLUA).

MonyyeHHble anekTpodoperpaMmbl aHANM3UPOBAIN C MUCNONL30OBAHMEM MPOrPAMMHOIO
obecneyeHna GeneMapper® ID-X v1.5 (Applied Biosystems, CLUA) wn ycTtaHaBAMBanu
WHOMBUAYA/IbHBIE TEHOTUMUYECKME KOMOWHAUMW annenbHbiXx BapuaHtoB (npodunu MNOAD)
TMnMpyembix STR-nokycoB. CpaBHMBAAW WHAMBMAYA/bHblE TEHOTUNMYECKME KOMOMHauum
annenbHbix BapnaHtoB (Nnpoduan NAAD) ykasaHHbix STR-I0KYCOB 06BHEKTOB.

[Ona pacueta BEpPOATHOCTM MNATPUIMHENHOro pPOACTBA WMCMNO/Ib30BaHA KOHCEpBaTUBHaA
OLLEeHKa YacToTbl rannoTuna Y-XxpoMoCcoMbl N0 MeKayHapoaHoi 6a3e aaHHbIX US Y-STR Database
(https://www.usystrdatabase.org/).

PE3YZIbTAT MCC/ZTIEAOBAHUA

Tabauya Nel
BolsigrieHHbie npogunau MAA® Y-xpomocomsi
PebeHok 1 MNpeanonaraembln gegywka 1
Mapkep coBnageHue / HecoBnageHue
®no1 DN02
DYS576 17 17 coBnageHune
DYS389 | 13 13 coBnaaeHue
DYS635 23 23 coBnageHue
DYS389 I 30 30 coBnageHue
DYS627 17 17 coBnaaeHue
DYS460 11 11 coBnageHune
DYS458 15 15 coBnageHue
DYS19 15 15 coBnageHue
Y GATA H4 13 13 coBnaaeHue
DYS448 20 20 coBnaaeHue
DYS391 11 11 coBnageHune
DYS456 15 15 coBnaaeHue
DYS390 25 25 coBnaaeHue
DYS438 11 11 coBnaaeHue
DYS392 11 11 coBnageHune
DYS518 39 39 coBnaaeHue
DYS570 19 20 HecoBnageHune*
DYS437 14 14 coBnageHue
DYS385 a/b 12,13 12,13 coBnageHue
DYS449 31 31 coBnaaeHue
DYS393 13 13 coBnaaeHue
DYS439 11 11 coBnaaeHue
DYS481 23 23 coBnageHue
DYF387S1 37,39 37,39 coBnaaeHue
DYS533 12 12 coBnaaeHue
* npednonazaemas mymayus
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MonyyeHHble AaHHble yKasbiBaloT, YTo mexagy Y-STR npodunsamu goHopa obpasua PebeHoK 1 un
AoHopa obpasua Mpepnonaraemblii aeaywka 1 HabatogaeTca coBnageHWe No BCEM, KPOME OLHOrO,
nccnegoBaHHbIM Y-STR mapkepam, 4To cBMAETENbCTBYET O TOM, YTO AOHOpP obpasua Mpegnonaraembiii
AeaywKa 1 moxer aBnATbcA 6MoNorMyeckum geaywkoin goHopa obpasua PebeHOK 1 Mo OTULOBCKOM
NvHuKn. HecoBnageHuwe no mapkepy DYS570 morkeT BbiTb 06yCcnoBAeHO MyTauumen, T.K. AaHHbI MapKep
OTHOCUTCA K BbICTpo myTUpytowmm Y-STR mapkepam (Ballantyne K.N. et al. Mutability of Y-chromosomal
microsatellites: rates, characteristics, molecular bases, and forensic implications. Am. J. Hum. Genet. 2010;
87:341-353).

BbIBOAbI

1. buonozuyeckoe omuyoscmeo b6uoso2u4ecko2o CcbiHa OoHopa o0bpa3uya ¢
MApKUposKoli:

«®UN02», 8 omHoweHUU O0OHOPa 0bpa3ua ¢ MapKUPOBKOU:
«®UO01», B pamKax NPOBEAEHHOr0 UCCIeA0BAHUA, HE UCKOYAEeTCA.

2. BepoamHocmbs buosnozuyeckozo omuyoscmea buoso2u4ecKoeo CcbiHa OOHopa o06pasya ¢
mapkuposkoli: «®N02», 8 omHoweHUU OoHopa obpa3uya ¢ mapkuposKkoli: «®UO01» (npu
ycao08uu, Ymo Opyaue eapudHmel nampusauHeliHO20 podcmea He paccmampuearomcs), rno
pes3ysbmamam HacmosAuw,e2o uccaedosaHus cocmassasem 99.7955%.
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