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1.

HA3HAYEHUE NMPOrPAMMHOIO OBECMNEYEHUA

MporpammHoe obecneveHne PhenoWare npefHasHayeHo Ans ynpoLleHnst TpaHCAaUMn (MHTepnpeTawmum)
reHeTMYecKkoro npoduns, NoMyvyeHHoro C ucrnonb3oBaHWeM Habopa «Phenotype Expert», B Habop
MOWCKOBbIX (hEHOTUMNYECKIX NPU3HAKOB: Non, rpynna kposu ABO, 6a3oBas rannorpynna Y-XxpoOMOCOMbI LIBET
rnas, BOrOC 1 KOXW.

Obnactb NpUMeHEHWs NporpaMMHoro obecneyeHus: nabopaTopum 3KCNEPTHO-KPUMMHANMUCTUYECKUX K
CyAeBOHO-MeANLMHCKNX YUPEXOEHNN, HAYYHO-UCCreaoBaTENbCKIE nabopaTopun.

Pesynbtatom paboTbl mporpammbl SBNSETCA CHOPMUPOBAHHBIN Hay4YHO-UCCMES0BaTENbCKUA OTYET O
theHoTUne nccnegyemoro obpasla no BbileykazaHHbIM NPU3HaKaM.

Hay‘-IHO-I/ICCJ'IelJ,OBaTeJ'IbCKMVI OTYET COAEPKUT I/IH(*)OpMaLl,VI}OI

o WpeHtndukatop obpasua
o [ata uccnegosaHus obpasua
o Paspen 1: Monosas npuHagnexHocts (AMEL X/Y)

= [eHoTun
= QeHoTUN
o Pa3sgen 2: I'pynna kposu ABO
= [eHoTun
= QeHoTUN

o Pasgen 3: basosas rannorpynna Y-xpomMocombl
o Pasgen 4: MporHo3upyembin UBeT rna3s
= Haunbonee BeposTHbIN theHoTun no anroputmy HirisPlex-S DNA Phenotyping Webtool
= Haunbonee BEPOATHbIN HEHOTMN anrOpUTMY BEPOSTHOCTHON OLEHKM 6a30BbIX PEHOTUMNYECKNX
BapWaHToB
o Pasgen 4: lNporHo3upyembin LBET BOIOC
= Haunbonee BeposTHbIN heHoTun no anroputmy HirisPlex-S DNA Phenotyping Webtool
= Haunbonee BeposATHbIA HEHOTUM MO anropUTMY BEPOSITHOCTHOM OLiEHKN 6a30BbIX (DEHOTUMNYECKIX
Bap1aHTOB
o Pasgen 5: MporHo3vpyembin UBET KOXM
= Haunbonee BeposTHbIN heHoTun no anroputmy HirisPlex-S DNA Phenotyping Webtool
= Haunbonee BeposATHbIA (HEHOTUM MO aNrOPUTMY BEPOSITHOCTHO OLiEHKN 6a30BbIX (HEHOTUMINYECKNX
BapWaHTOB
o [punoxeHue: ncxogHble CTaTUCTUYECKWE JaHHble C pecypca https://hirisplex.erasmusme.nl

TexHuyeckune Tpe6OBaHVIFI

[ns pabotbl nporpammHoro obecneyeHuss PhenoWare Heob6xoanm NOAKMIOYEHHbIN K ceT MHmMepHem
nepcoHarnbHbIN KOMNbIOTEP Unn HOYTOYK ¢ onepauuoHHon cuctemon Microsoft Windows 10/11, u Microsoft
Office (2007/2010/2013/2016/2019/2021),

[MepBUYHBIM  UCTOYHUKOM TEHETUYEeCKOW WHGopMauuy SBNSeTCH WCcnefoBaHWe, NPOBEAEHHOE C
ncnonb3oBaHneM Habopa peaceHmos «Phenotype Expert» .

WcxogHeim dharnom ans PhenoWare siBnsietcs ot4eT o reHotune (B popmare .txt), cchopMmpoBaHHbIn, B
CBOI0 0Yepeab, B nporpamme ImaGel Studio (c npuMmeHeHnem WwabnoHa «PhenEx*™*.tply).

AHanmsmpyemaﬂ NnaHernb reHoB

% UBET

MurmeHTaums pagyxHon 060MoYKW rnasa, BOIOC W KOXM Onpefensietcs B COBOKYMHOCTM 41 Mapkepom
(Tabn.1), NO3BONSAIOLMM C BbICOKOI JOCTOBEPHOCTLI0 ONPEAEnUTb TpU rpajauun LUseta rnas (CBetsble
(rony6bie, cepble), cMelwanHble (60NOTHbIE, 3eMeHble W NP.), TEMHbIE (kapue, YepHble)), BOCEMb rpagaLui
uBeta BONOC (BpIOHET, TeMHbI waTteH / OptoHeT, GNOHAWH/PYChIN, BNOHAWH, PYCbIA/LLATEH, LIATEH,
LaTeH/TEMHbIN LATEH, PbhKMIA), NSTb rpagaunin LBeTa Koxmu (o4eHb BneaHas, cBeTnas, cMyrnas, TeMHas,
yepHas).



Tabnuya 1. TeHeTUYeckne mapkepbl, BxogsLime B Habop «Phenotype Expert», accolumpoBaHHble
C LBETOM r11a3, BOSIOC U KOXMU.

Ne len/Mokyc SNP rsID Ne Fen/Mokyc SNP rsID

1. MC1R rs312262906 22. LOC105370627  rs12896399
2. MC1R rs11547464 23. TYR rs1393350
3.  MCIR rs885479 24. TYRP1 rs683

4,  MCIR rs1805008 25. ANKRD11 rs3114908
5. MCIR rs1805005 26. OCA2 rs1800414
6. MCIR rs1805006 27. BNC2 rs10756819
7. MCIR rs1805007 28. HERC2 rs2238289
8. TUBB3 rs1805009 29. SLC24A4 rs17128291
9. MCIR rs201326893 30. HERC2 rs6497292
10. MC1R rs2228479 31. HERC2 rs1129038
1. MC1R rs1110400 32. HERC2 rs1667394
12.  SLC45A2 rs28777 33. TYR rs1126809
13.  SLC45A2 rs16891982 34. OCA2 rs1470608
14.  KITLG rs12821256 35. SLC24A5 rs1426654
15.  LOC105374875 rs4959270 36. ASIP rs6119471
16. IRF4 rs12203592 37. OCA2 rs1545397
17. TYR rs1042602 38. RALY rs6059655
18. OCA2 rs1800407 39. OCA2 rs12441727
19. SLC24A4 rs2402130 40. MC1R rs3212355
20. HERC2 rs12913832 41. DEF8 rs8051733
21. PIGU rs2378249

» I'PYNNA KPOBWU ABO

[ins onpegenexns rpynnbl kposu ABO B Habope «Phenotype Expert» ncnonb3oBaHbl 4 Mmapkepa: 261(-/G),
297(A/G), 681(G/A), 657(C/T). Ux reHoTunupoBaHWe no3sonseT onpegenutb annenm A, B, Of, O, 02,
acCcoLMMpOoBaHHbIe C CEpPOOrMYEeCK MY rpynnamm KpoBu cneaytoLymm obpasom:
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I'IpmmeHeHme reHOTUNMPOBaHNA MO3BONAET HE TOJNbKO ONpeaenuTb CeponorMyeckyto rpynny Kposu, HO U
YCTaHOBUTL €€ reHETUYECKI noasapuaHT, 4YTO MNOBbILAET ,D,I/ICKpI/IMI/IHVIpyFOLLI'I/Iﬁ noteHuynan 3Toro
ncenegoBsaHmA.

“+ BA3OBASA rANMNOrPYnmMA Y-XPOMOCOMbI

Habop no3sonseT onpefenuTb NpUHaaNeXHoOCTb uccnegyemoro obpasua myxckon OHK k ogHown u3 14
6a3soBbIx rannorpynn Y xpomocombl Yenoseka B, C, D, E, G, H,I,J,L,N, O, Q,Ru T:

Ne | [annorpynna | Mapkep rannorpynnbl SNP rs ID
1. B M60 rs2032623
2. C M130 rs35284970
3. D CTS39%46 rs202084622
4. E CTS860, M5388, PF1511 rs9786534
5. G P257 rs2740980
6. H M2920 rs576940616
7. I U179 rs2319818
8. J M304 rs13447352
9. L M185 rs2032607
10. N M231 rs9341278
1. 0 M175 rs2032678
12. Q M1105 rs563604826
13. R P224 rs17307398
14. T M272, PF3667 rs9341308

MpumeHsiemoe B Habope «Phenotype Expert» onpepenexue rannorpynnbl no SNP Mapkepy siBnsietcs
NPAMbIM METOZOM, B OT/IYME OT ONpeseneHns ransorpynmnbl NoCcpeaCcTBOM npeaunkTopa no STR-Mapkepam,
T.K., Y4UTbIBas BbICOKY0 MyTabenbHOCTb STR-MapkepoB, Cpeamn HUX HepeaKo BCTpeyaeTcs romonnasus’t,
np1BoAALLas K rpybbim oLwnbkam B onpeaeneHuu.

+ MONOBAA NPUHAONEXHOCTb

[Ins onpegeneHusi NONoBOM NPUHAANEXHOCTY B Habope ncnonb3oBaH reH amenoreHnHa AMELX/AMELY.

1 ToMonnasus — 3T0 CXOACTBO FEHETUYECKMX NPU3HAKOB, KOTOPOE BOSHUMKIO HE W3-3a TOTO, YTO OHW YHACTeA0BaHb! OT OfHOTO 06LLero
npefKa, a Gnarofaps napannenbHON reHeTUYECKON U3MEHYMBOCTY.



2. YCTAHOBKA NPOrPAMMHOIO OBECINEYEHUA

1. Pacnakyite apxuB ¢ nporpammHbIM obecneveHnem PhenoWare, noctaBnsieMbim

BMecTe C Habopom

peareHToB.
| V] 5 | 17.10 ans nocraskm+ — O X
[naBHas MoaenwThca Bura e
&« v « Ph.. » 17.1.. v | D £ Mouck g: 17. MO ana noctasku+
et
ma [ata nameHenus Tun Pazmep
¥ Phenotype Expert_V6 fin.zip 02.03.2023 15:11 zip 47 044 Kb

1 anement

:

2. ApxuB cogepxuT Tpu cryxebHble nanku u npunoxexne PhenoWare_v*.exe, coxpaHute ux B yaobHoOM ans

BaC MeCTe Ha KOMIMbKOTEPE.

| v s | Phenotype Expert V6 fin

[naBHas MoaenwThca Bura
&« v « Ph.. » Pheno...
el
Ama
data
logs

PeByﬂbTaTbl dHal3a

H Phenotype Expert vb.exe

JnemeHToR: 4

v O A~ Mowck B: Phenotype Expert_V6 fin

,ElaTa M3MEHEHWA

07.09.2023 12:49
11.09.2025 11:38
07.09.2023 12:49
28.02.2023 21:43

Tun

Manka c gainamm
Manka c gainamm
Manka c gainamm

MpunoxeHue

Pazmep

43 537 Kb

:

BAXHO:

- mpu cnyxebHble nanku u npunoxeHue PhenoWare.exe do/mkHbI XpaHumbCsi 8 00HOU nanke.

- ghalinbl 8 nankax data u logs sensiromesi cnyxebHbIMU U Hy)XHbI 05151 pabombl Npo2pamMMa.

- He omKpblealime u He Koppekmupylme ¢halinbi 8 nankax data u logs, amo moxem npugecmu K
HapyweHur pabombi npo2pamMMbl.

3. MporpammHoe obecneyeHune (exe-haiin ¢ nporpammoil) He mpebyem omdenbHOU ycmaHo8Ku. [ins
3anycka nporpammbl He0BX0AMMO caenaTtb ABONHOM Knuk no PhenoWare_v*.exe.




4. [ns ynobctea paGoThl 1 3anycka nporpammbl PEKOMEHAYETCS CO3AaTb APMbIK U BLIHECTW ero Ha pabounit

CTOn.
| 5 | Phenotype Expert_V6 fin Ynpaenetue - 0 X
[naBHas MoaennTeca Bua Cpeactsa paboTsl C NPUACKEHNAMM N o
&« v « Ph.. » Pheno... v L P MNowck B: Phenotype Expert_V6 fin
ma [ara nameHeHus Twun Pasmep

data 07.09.2023 12:49 MNanka c Gainamm
logs 11.09.2023 13:30 MNanka c Gainamm
PesynbTatel aHanuza 07.09.2023 12:49 MNanka c Gainamm

H Phenotype |~ - Jpunoxenue 43 537 Kb

OTKpBITE

G 3anyck oT UIMeHW aaMUHUCTPaTopa

Jnementos: 4 a T e f==

¥ [o6asuts B "Phenotype Expert v6.zip"

L;{ Penaktvpoears B Notepad++

47 PDF24
WcnpaeneHue npobiem ¢ COBMECTUMOCTBHO
3aKpenuTb Ha HayalbHOM 3KpaHe

® [lepemectuts B OneDrive

Ea Mpoeepka c ucnonszoeannem Microsoft Defender...

= Otnpaeutb

MNpeaocraButs AOCTYN K >

&P Ckonupoeatk CculIKy Ha AHaekc.lucke

3ﬂl(pel'IIv‘ITb Ha naHenwn sajayd

BoccraHoBuTh MPeXH BEpPCUo

Otnpaeuts >

Beipesatb

Konupoeats

Cozaate ApALIK
Yaanute

[NepenmeHoeats

Ceolictea




3. PABOTA C NPOrPAMMHbIM OBECNEYEHWEM PHENOWARE

nOCHEHOBaTeanOCTb d)OpMMpOBaHMﬂ oT4yeTa
LWar 1. 3anyctute nporpammHoe obecnevenne PhenoWare fBoiHbiM knkom no PhenoWare_v*.exennu
SpSblKy NporpaMmbl. Y Bac AOMKeH 0TOOPa3MTLCS CTAPTOBbIN MHTEPENC NporpaMMbI.

X
) LEHTP
MCCNEAOBAHUA
AHK
«Phenotype Expert»

lporpamma aBTOMaTH3aLNH aHA/IN33 MapPKEPOB,
accoynHpPOBaHHbIX C UBETOM I/133, BOJIOG, KOXXH, TPYIoH
Kkposu ABO, 6a30B0¥ raniorpynmnosi Y-xpoMocoMsi 1
110/10BOH NPHHAE[IEIKHOCTHIO YE/IOBEKa

|
———6——————————————7———» ! BoicTpeiit nepexon k daiinam |
TKPbITb MHCTPYKUWiO Mo i GrkpoTs nng(LCMOT[;X __________________ L — o CpesynbTaTamu NpeabiayLLmux
paboTe ¢ nporpammoit | MHCTpyKumio || "PeABIAYIL | TpaHCALmiA |

AHanu3

pe3ynbTaToB

|

' Beibop om4ema o zeromune !

: OnNA BbINONHEHUA TpaHCnAaUMn
|
|

WpenTucpukatop obpasyano ! <®aiin He BbibpaH> BoOpTr: (ot : B (heHoTUN

YMONYaHWio HasBaHue txt-  r-f - - - - - —— - - - - - - - - - - > I !

. " MpenTtudukatop obpasua T ——————————————————
(harna , e T TP |
-----------ooooooo! Hata 111.00.2023 4 I [Nlata nposeaeHust |
. | TpaHCRALMM (10 yMONUaHMIO |
-|- - = | 1
1 1

3anyck npoBefeHus :_
TpaHcnauum |

Tekyllas aara)

CrapToBbIil MHTEPENC NPOrpaMMbl BKMOYAET B cebs crneayoLime nons 1 KHOMKK:
KHonka «OTKPbITb MHCTPYKLMIO» - OTKPLIBAET HACTOSILLYIO UHCTPYKUMO B hopmaTte PDF.

KHonka «[pocmoTp npeAblaylmx pe3ynbTaToB» - OTKPbIBAET nanky «PesynbTaThl WCCreaoBaHWii», B
KOTOPYH MO YMOMN4YaHMI0 COXPaHSIOTCS BCe pe3ynbTaThl. ECnun Bbl yaanuTe unu nepeHeceTe nanky ¢ annamm
kakoro-nnbo nccnegoBaHus, oHa He BygeT 0TobpaxaTbCs Npyu BbI30BE 3TON KHOMKOM.

KHonka «Bbi6patb hainy - 0TkpbiBaeT npoBogHuk cuctemsl Microsoft Windows. C nomoLbto npoBoAHMKa Bam
HYXHO HanTW 1 BbIBPATb OTYET O FeHOTUNE C paclumpeHneM txt Ans BbINONHEHUS €r0 TPAHCAALMM B (heHOTHN.

Mone «UpeHTUdMKaTOp 0Opa3uar - CNYXUT 4SS MapKUPOBKK ccneaoBaHus. Mo ymonyaHuio Ha3saHue byaet
WOEHTUYHO HaUMEHOBaHMIO BbibpaHHorO txt-tharina. MoxeT ObiTb M3MEHEHO MO XenaHu Nonb3oBaTens 4o
3anycka uccrnegoBaHus. BHumaHue: Henb3si ucnonb3o0eamb CUMEOSbI, He donyckaroujue coxpaHeHue
¢atinoe e Microsoft Windows.

Mone «[ata» - CAyXuT AnNa LOMOMHUTENBHOA MapKUPOBKM M naeHTUdMKaumm obpasua. o ymonvaHuio
ncnonb3ayetcst aata B cucteme Microsoft Windows. [JanHble u3 nonei «MaoeHtudmkatop obpasua» n «[data»
cnyxar ans oopMMpOBaHNSA Ha3BaHUs Nanku ¢ pesyrnbTataMmu UCCneSoBaHus.

KHonka «[poBecT aHanu3» - 3anyckaeT WUCMOMHUTENbHbIE (DYHKUMM NporpamMmbl. CTAHOBUTCS aKTUBHOM
TONbKO Nocne Bbibopa txt-chaitna. BHuMaHue: npu eb160pe HekoppekmHozo txt-ghalina npoepamma ebidacm
owu6Ky ¢ coobweHuem «BbibpaHHbIl ¢halin He coomeemcemeyem wWabnoHy».



Lar 2. BuibepeTe HeobxoauMblin Ans aHanu3a txt-ghalin. MpoBepbTe Aaty U uaeHTudgmkaTop obpasya u HaxmuTe
kHonky «[TpoBecTu aHanu3». [pu koppekTHOCTM txt-¢halina u HaumeHoeaHusi obpasya, nporpamma OTKPOET
NHTEPENC KOHTPONS AaHHbIX FEHOTUMPOBAHWS.

&
Gene SNP bann lenotun obpazua BapwanThl redotmnoe  Curnan  KowTpons Mpumeuanne ™
31 HERC2 rs1129038 G 2 c/C C/CT/CT/T - + +
32 HERC2 rs1667394_C 1 T/C TTT/CC/C- + +
33 TYR rs1126809_A 1 G/A G/G G/AAJA - + +
34 OCA2 rs1470608_A 0 G/G T/TG/TG/G - + +
35 5LC24A5 151426654 _G 0 AJA A/AAIGG/G - + +
36 ASIP rs6119471_C 0 c/C C/CC/GG/G- + +
37 OCA2 rs1545397_T 0 AJ/A A/AMNTT/T- + +
38 RALY 1s6059655_T 0 G/G G/G G/AAJA - + +
39 OCA2 rs12441727_A 0 G/G G/G G/A A/A - + +
40 MC1R rs3212355_A 0 Cc/C CCcaTIT- + +
41 RA/RA RA/RA RA/AG AG/AG - + +
DEF8 rs8051733_C 0
RA/RA RA/RA RA/GG GG/GG - + +
42 ABO ABOGex261 0 11/1 11/1111/1212/12 - + +
43  ABO ABOGex297 0 21/21 21/21 21/22 22/22 - + +
44  ABO ABO7ex681 0 31/31 31/3131/32 32/32 - + +
45 ABO ABO7ex657 0 41/41 41/41 41/42 42/42 - + +
46 AMEL AMELXY MY3KCKOW reHeTuueckuii non XY XX XY Y/Y - + +
47 B-M60 152032623 0 DEL/DEL DEL/DEL DEL/IN IN/IN - + +
48 C-M130 535284970 0 c/C C/CC/TT/T- + +
49 -CTS3946 rs202084622 0 G/G G/G G/A AJA - + +
50 :-M5388 1s9786534 0 AJA A/ANTT/T - + +
51 G-P257 rs2740980 0 G/G G/G G/A AJA - + +
52 1-M2920 15576940616 0 G/G G/GG/TT/T- + +
53 1-U179 12319818 0 G/G G/G G/AAJA - + +
54 J-M304 rs13447352 0 A/A A/A A/G G/G - + +
55 L-M185 152032607 0 Cc/C CCcaTIT- + +
56 N-M231 9341278 0 G/G G/G G/A AJA - + +
57 O-M175 rs2032678 0 IN/IN IN/IN IN/DEL DEL/DEL - + + v
< >
PazpeluuTh peflakTMpoBaH1e CoxpaHuTb CdopMHpOBaTh 0THET
A A A
[} I 1
1 I 1
. . T Jomme oo 1 T T dommme- | o TTT T Ao 1
| AxTvBauys/neakT1BaLms I 1 CoxpaHeHue gaHHbIX 1 I 3anyck opMmpoBaHus I
| pexuMa penakTpoBaHis | | noce | L overa |

WNHTEpdheic KOHTPONS KOPPEKTHOCTY aHHbIX FeHOTUNMPOBaHMS BKIKOYAET B cebs cneaytoLye KHOMKY:

KHonka «Pa3spewnTb peaakTupoBaHue/3anpeTUTb PeAaKTUPOBaHME» - aKTUBMPYET W 3aBepLlaeT pexum
PefaKTMPOBaHMs AaHHbIX. Py akTMBaLMKM JOCTYMHO peaaKkTUpOBaHWe AaHHbIX ctonbua «eHotun obpasua»
NocpeacTBOM BbIGOpa BApUaHTOB 3HAYEHWS IEMKN.

KHonka «CoxpaHuTb» - npeaHas3HayeHa ans CoXxpaHeHnst 0TpeaakTMpPOBaHHbIX AaHHbIX. ECnv Bbl HE CoxpaHuTe
OTpefakTUPOBaHHbIE [aHHble, Npu (OPMMPOBAHMM OTYETa MporpaMma MPeanoXUT WX COXPaHUTb WK
NPOAOMKMTL 6€3 COXpaHeHus.

KHonka «CchopmupoBaTh OTYET» - NpegHasHadyeHa Ansd 3anycka npouecca opmupoBaHus otyeta. [lo

3aBepLUeHI, NporpamMmMa BblgacT coobiyeHre «OTYeT co3gaH» ¢ BO3MOXHOCTbIO NMepexosa K mpocMOoTpy oTyeTa
NI BO3BpALLIEHNS K CTapTOBOMY MHTEpeiicy Ans (hopMUPOBAHMS HOBOTO OTYeTa.

9



NHTepdeiic KOHTPONS KOPPEKTHOCTY AaHHbIX FEHOTUMIMPOBAHMS! BKNOYaET B cebs criefyroLme AaHHble:

(K]
Gene SNP Baan leHoTwn obpazua  Bapuantel redotunoe  Curan  Kowtpons MMpumeuanve

31 HERC2 151129038_G 2 /e C/CTICTIT- + +

32 HERC2 151667394 _C 1 T/C T/TT/CC/C - + +

33 TR 151126809 A 1 G/A G/G G/A A/A - + +

34 OocA2 151470608_A 0 G/G T/TG/TG/G - + +
[m————————————- ' 355LC24A5 151426654 G 0 AA AAASG G/G - + + [m————————————-
: [NopsiaKkoBbIit HOMEp i P36 ase 1s6119471 C 0 c/c ceocd g - - === o —: BapwuaHTbl reHoTMNOB
______________ : 37 OCA2 151545397 T 0 AA AAATT/T- + + T TT oot

38 RALY 156059655 T 0 G/G G/G G/A A/A - + +
e e 39 0ocA2 1s12441727_A 0 G/G G/G G/A A/A - + + e
| HauMeHoBaHMe reHa - |- WEIR sa2i2mssa 0 e ceamT- B - - KoHTporib curHana I
L e - a 41 RA/RA RA/RA RA/AG AG/AG - + T I T a

DEF8 158051733_C 0
RA/RA RA/RA RA/GG GG/GG - + +

42 ABO ABO6ex261 0 11/11 1A 111212112 -+ +
e 1 43 ABO ABO6ex297 0 21721 21/2121/2222/22 -+ + ST T T 1
| WaeHtndpukatop :_ |4 meo _ _ georese: 0 31731 3131317323232 -+ tqmm e 1 KoHTponb koppekTHoCcTH :
: nonumopduma 1 45 ABO ABOTex657 0 41741 21414142 42782 -+ + : faHHbIX |
______________ : 46 AMEL AMELXY MYIKCKOI reHeTuuecknii noa XY XX XY Y/Y - + + i

47 B-M60 152032623 0 DEL/DEL DEL/DEL DEL/IN IN/IN - + +
== ——————————— 48 C-M130 1535284970 0 c/C C/CCTIT- + + Fmm e e — e — =
: Bann (paﬁoqaﬂ : 49 -CTS3946 15202084622 0 G/G G/G G/A A/A - + + : [eHoTUN 06pa3|.|a :
I MHopmaLms ans F = [7 50 M58 — “rewrmesu— ~ P o NA G = = = MAAFTF = = = = = = = = = = = - - (pemaktupyemblii pasgen !
: nporpammbi) : 51 G-P257 152740980 0 G/G G/G G/A A/A - + + : 0T4eTa) :
—————————————— 4 52 4-M2920 15576940616 0 G/G G/G G/TT/T- + + s s e e

53 1-U179 152319818 0 G/G G/G G/A AfA - + +

54 1-M304 1513447352 0 A/A AAA/G GG - + +

55 L-M185 152032607 0 /e C/CCTTT- + +

56 N-M231 159341278 0 G/G G/G G/A A/A - + +

57 0-M175 152032678 0 IN/IN IN/IN IN/DEL DEL/DEL - + + .

< >

PazpelwmTs pefakTHpoBaHie CoxpaHuTb CdopmupoBaTb oTHeT

CronGew, «MopsaaKkoBbLIN HOMEPY - CNYXUT 415 ObICTPON OPUEHTALMM NO NaHEeNu reHoB.

Cton6eu «HaumeHoBaHUe reHay - NPUHATOE HAUMEHOBAHWE TeHa.

Cronbeu «UpeHTdmkatop nonumopdusma - 0603HaveHre nonumopduama.

Cron6ey «banny» - paboyas nHopmaLms 4ns PYHKUMOHMPOBaHMS NPOrpamMmbl 1 (POPMMPOBaHMS OTYETa.
Cton6ey «BapnaHTbl reHOTMNOBY - paboyas MHoOpMaLKs ANs NPOBEPKN KOPPEKTHOCTM LabnoHa LaHHbIX.
CtonGeu «CurHany - nokasbiBaeT HaNM4YMe UMK OTCYTCTBIE KOPPEKTHOTO CUrHaMa Ha yune.

Cton6el «KoHTponbY - NOKa3bIBaET KOPPEKTHOCTb AaHHbBIX, MONYYEHHbIX 13 txt-ghatina B YacTu reHoTuNa obpasya.
CrtonGew «eHoTUN OOpasua» - NokasbiBaeT AaHHbIE, NOMyYeHHble u3 txt-ghalina B yacTu reHoTuna obpasua.
[aHHble cTonbua MOXHO KOPPEKTUPOBATH B PeXUMEe peaakTUpPOBaHMS.

LWar 3. [Ing dopMupoBaHns 0T4ETa HaXMUTE KHOMKY «CopMMpoBaTh OTHYET.

B | Phenotype Fxpert X

“ OtueT cozaaH

|Hp0cm0TpeTb OT'-IeTl BepHyTbcA Ha raBHYHO CTpaHULLy

Mo 3aBeplleHno npouecca OPMUPOBaHWS OTYETa NporpaMma BbigacT coobuleHne «OTyeT cosgaH» ¢
BO3MOXHOCTbIO Nepexofa K NpoCMOTPY OTYEeTa UM BO3BPALLEHUS K CTApTOBOMY MHTEpCency Ans opM1MpoBaHus
HOBOrO OT4eTa.
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4. PEXXUM PEOAKTUPOBAHUA OAHHBIX

MMpw wraTHOM reHoTMnMpoBaHuK obpasios AHK Habopom «Phenotype Expert» (goctatouHas koHueHTpaums OHK,
otcytcteue perpagaumv [HK, oTcyTcTBME Npu3HakoB cMeck 06pasLoB) akTUBauus pexuma «PegaktupoBaHus
[aHHbIX» He AonycKaeTcs.

AkTBaums pexuma «PegakTupoBaHue AaHHbIX» LenecoobpasHa B Criedylowmx cryyasx:
- pabora ¢ aerpaanposaHHbiMu obpasuamn [JHK B HU3KoM KoHUEHTpauumn (Hanpumep, apesHss [JHK), korga akcnept

13 ABYX 1 Gonee NocTaHOBOK CoBMpaeT npeanonaraeMbii reHeTUYECKIn NPounb;

- UCKNKOYEHNEe YaCTh reHoTUNoB AJ1A KOPPEKTHOro d)OpMI/IpOBaHI/IH oT4eTa (Harlpvlmep, nospexaeHbl rnaporenesble

f4enkn Gruounna).

Gane
31 HERL2
32 HERC2
i3 TvR
34 OCaz
35 aLC24a5
36 ASIP
7 OCaz
38 RALY
39 OCA2

40 MCIR
41
DEFE

42 ABD
43 ABD
44 ABD
45 ABD
46 AMEL
47 B-MED
48 C-M130
45 -CT53946
S0 :-M538E
51 G-P257
L2 1-M2920
53 1-LU179
54 J-M304
5% L-M1BS
Sh MN-M231
57 3-M175

£

P
1120038 6
rs 16673540
rs 1126600 A
rs14TOB0B_A
121426654 G
rs6119471_C
rs1545397 T
rsG058655_T

r512441727 A

rs3212335_A
reB051T33 C

ABODGexbT
AR Gend T
ABOTexbB1
ABOTexb5 T
AMELKY
rs2032623
1235284970
rs202034E22
rs978a534
rs2 740980
rs57a940a14
rs2319318
1513447352
rs2032607
9341278
rs2032673

Eana

[=] o o o o O o 4

o o O o

H:,'Jk.l’.KDﬂ TEHETHUYECKMA Mol

o o o o o o O o 9O o O

PaapeuTe pefaTHpIEake

leHomun ofpaiua  BapuwadTs redoTdnoe Cardal oHTpone  MpessedaHie

C/C CACTACTIT -

T T TG -

GiA /G G4 A -

GG TeT GfT G/G -

ALK AAAIG GG -

C/C /T CiG GG -

APA ASA AT T -

GG GG GOA B -

GG Y6 GA A -

CiC CACCTTT-
RAJRA RASRA RAMG AGIAG -
RA/RA ARl RAGE GGAGE -
11711 11711 111212012 -
21771 21/71 2422 2222 -
31731 31/31 31432 32032 -
41741 41741 H1/42 42047 -

M O B VY -

DEL/DEL DEL/DVEL DELSIN INAM -

C/C CACOTTT-
GiG GG GiA AR -
LA ASAATTIT -
GiG GAG GOA AR -
GG GAa G AT -
GG GG GIA AR, -
ALA ALK MG GG -
CrC CACCTTT-
GG GG GA ASA -
MM MM INSDEL DEL/DEL -
COXPEHATE

+

+

+

"

-~

+

+

+

+

CROprMpOBATE OTYET

[ins aKTMBaUMM pexuma pefakTMPOBAHWS AaHHbIX HaXMUTE KHOMKy «Pa3pewums pedakmupoeaHuey. ocne
aKTVBaLMM pexuma y Bac 6yaeT BO3MOXHOCTb M3MEHWTb AaHHble B cTonbue « eHomun o6pa3sya». [JaHHbIe MOXHO
OyaeT U3MeHUTb TONbKO Ha AOCTYNHbIE BapuaHTbI, yKkasaHHble B cTonbue «BapuaHmbi 2eHomunos».
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7 Phenotype Expert — O X

Gene SNP Bann lenoTun obpasua BapwanTel reHotunoe  Curvan KowTpons  [lMpumeuar ™
29 SLC24A4 rs1/128291 C 1 A/G A/A A/GG/G - + +
30 HERC2 156497292 _C 1 A/G A/A MG G/G - + +
31 HERC2 rs1129038_G 2 C/ICT/CT/T - + +
32 HERC2 151667394 C 1 TTT/CC/C- + +
33 TYR rs1126809 A NA G/G G/A AJA - - +
34 OCA2 rs1470608 A 0 T/TG/TG/G - + +
35 SLC24A5 15s1426654_G 0 A/A MG G/G - + +
36 ASIP rs6119471_C 0 C/CC/GG/G - + +
37 OCA2 rs1545397 T 0 A/AATTT - + +
38 RALY rs6059655 T 0 G/G G/G G/A AJA - + +
39 OCA2 rs12441727 A 0 G/G G/G G/A AJA - + +
40 MC1R rs3212355_A 0 C/C C/ICCTTT - + +
41 RA/RA RA/RA RA/AG AG/AG - + +

DEF8 1s8051733_C 0

RA/RA RA/RA RA/GG GG/GG - + +
42 ABO ABOGex261 0 11/1 11/11 11121212 - + +
43 ABO ABOGex297 0 21/21 21721 21/22 22/22 - + +
44 ABO ABO7ex681 0 31/31 31/3131/32 32/32 - + +
45 ABO ABO7ex657 0 41/41 A1/41 41/42 42/42 - + +
46 AMEL AMELXY MY>KCKOW FreHETUUECKWIA Noa XN KX XYY - + +
A7 B-M60 rs2032623 0 DEL/DEL DEL/DEL DEL/IN IN/IN - + +
48 C-M130 1535284970 0 C/C C/ICC/TTT - + +
49  D-CTS3946  rs202084622 0 G/G G/G G/A AJA - + +

iO E-M5388 rs9786534 0 ATA A/AATTT - + + N v

3anpeTHTb PeJaKTHPOBaHHE CoXpaHUTL ChopMUpOBETL OTUET

Mocne 3aBepLUieHWs PEOaKTUPOBAHWUS HaxXMWUTE KHOMKY «CoxpaHumb», 3aTeEM KHOMKY «3anpemumb
pedakmuposaHuey.
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5. OTHET NO YCTAHOBNEHWIO ®EHOTUMUYECKUX NMPU3HAKOB

/Torosas nanka ¢ 0T4ETOM COLEPXUT B CBOEM COCTaBe YeTblpe (hanna.

] = | 20230912-df 50pg 1000 - O X
m [nagHan MoaennTeca Bua e
T™ « Pe.. » 20230.. v L L Mowck &: 20230912-df 50pg 1000
-~

ivE] [lata usmeHeHus Tun Pazmep

|=| df 50pg 1000.txt 08.09.2023 12:57 TeKCTOBbIM AOKYMEHT 5 KB

o df 50pg 1000_csv.csv 12.09.2023 10:58 daiin Microsoft Excel,... 2 Kb

df 50pg 1000_oTuet.xlsx 12.09.2023 10:58 Nucr Microsoft Excel 9 Kb

df 50pg 1000_npunoxeHue.xlsx 12.09.2023 10:58 JNuct Microsoft Excel 9 Kb
3nemenToB: 4 =

TXT-thann — konus UCXogHOro (haiirna oTyeTa O reHOTUNE, MONYYEHHOro C UCMOSb30BaHWEM NPOrpaMMbl
ImaGel Studio.

CSV - dann —cdopmmpyembid nporpaMmmon  criyxebHblil - ainm  Angd  OTnpaBkM B CEPBUC
https://hirisplex.erasmusmc.nl.

®ann _otyeT.Xlsx — SBNSETCA WMTOTOBbIM OTYETOM MO YCTAHOBMEHWO (DEHOTUMMYECKMX MPU3HAKOB
aHanuaupyemoro obpasua.

®ain_npunoxenue.xIsx - popmm1pyemblii NporpamMmmoit CryxebHbiin daiin, B KOTOPOM 0TOBpaxeH reHoTun
obpasua, bannbl M T.4. B cnyyae penakTMpoBaHus [faHHbIX reHotunbl obpasuya B TXT-chaine u
dann_npunoxexue.xisx byoyT pasnuyarbes.

OT1yeT no YCTaHOBJ1EHNIO CbeHOTVII'II/l‘-IeCKI/IX NMPU3HaKOB COAEPKUT CNeayoLLyHo Mchopmau,mo:

o WoeHtndgmkatop obpasua
o [ara uccnegosaHus obpasua
o Paspen 1: Monosas npuHagnexHocts (AMEL X/Y)

= [eHoTun
= deHoTMN
o Paspgen 2: I'pynnoBas npuHagnexHocTb kposw (ABO)
= [eHoTun
= deHoTMN

o Paspen 3: Mannorpynna Y-xpomocomsl (Y-OHK)
o Pasgen 4: lMporHo3upyembin UBeT rna3s
= Haunbonee BeposTHbIN theHoTun no anroputmy HirisPlex-S DNA Phenotyping Webtool
= Haunbonee BepoSATHbIA (HEHOTUM MO aNrOPUTMY BEPOSITHOCTHOM OLiEHKN 6a30BbIX (HEHOTUMINYECKIX
BapWaHTOB
o Pasgen 4: MporHo3upyembin UBET BOSOC
= Haunbonee BeposTHbIN heHoTun no anroputmy HirisPlex-S DNA Phenotyping Webtool
= Haunbonee BepoSATHbIA HEHOTUM MO aNrOpPUTMY BEPOSITHOCTHOM OLiEHKN 6a30BbIX (HEHOTUMNYECKIX
BapuaHToB
o Pasgen 5: MporHo3upyembin LBET KOXK
= Haunbonee BeposTHbIN theHoTun no anroputmy HirisPlex-S DNA Phenotyping Webtool
» Hanbonee BEPOATHBI (HEHOTMMN NO aNrOpUTMY BEPOSTHOCTHO OLieHKM 6a30BbIX PEHOTUMNYECKNX
BapWaHTOB
o [punoxeHue: aaHHble ¢ pecypca https://hirisplex.erasmusme.nl
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OTYET IO ¥CTAHOBJIEHHK) ®PEHOTHIIHYECKHX ITPH3HAKOB

Haentndmkarop odpasua: dfllll]ﬂl
JlaTa Meclie/loBaAHNA: 28.0].2023'
Ne n/n AHaTHTHUeCKHIi mapaMeTp PesvabTat
I'enorun XY
1 |Tonoeas npunamnexnocts (AMEL X/Y) . .
DenoTH MYMKCKO# reneTHUeckuii moa|
IenoTHn A/A
2 |I'pynnoeas npuHaIEKHOCTE KpoBH (ABO
Py P PO ( ) DeHOTHI A (II)
3 |lamnorpynna Y-xpomocomsi (Y-JIHK) R
o anropurmy HirisPlex-S DNA |HauGonee BeposTHbli
. Kapue|
Phenotyping Webtool theHoTHn
4 [Iporuosupyembli . Cretnbie (roayouie, ceprie) 0,141
" [Mo anropuT™my BEpOATHOCTHOM
LIBET 17143 Cueinannbie (00N0THBIE,
OLIEHKH Da30BBIX 0,152
(PeHOTHIHYCCKHX BAPHAHTOB SCICHEIC W 11p.)
Témupie (kapHe, YCPHBIC) 0,707
[To anropurmy HirisPlex-S DNA  |Haubonee pepostHbiii .
. ] Temubiii maren / bpoxer
Phenotyping Webtool theHOTHII
P [Tporuoznpyemsiii . . Boonaun 0,359
b BT BOTOCH O QIFOPHIMY BEPOATHOCTHON  ForPre 0.529
OLCHKH Da30BbLIX —
Prignii 0,002
(heHOTHIHYCCKHX BAPHAHTOB
bpioner 0,090
[Mo anropurmy HirisPlex-5 DNA  |Haubonee BeposTHbIi
. ) Cmyrian Koxka|
Phenotyping Webtool theHoTHI
n . Ouexk DnejHas Kowa 0,028
THOZIH MBIH
6 porHo3 pye* [To anroputmy BepoatnocTioli  |Cpernan koka 0,212
[BET KOMKH
OLIEHKH Ga30BLIX CMyrias Kowxa 0,753
(EHOTHITHYECKHX BAPHAHTOR Temuas komka 0,007
Yepnas Koxa 0,000

[lpumenanne: *- pacUeTHEE TAHHBME TIYUeH ¢ HCONIL30BARREM pecypea hitps:hirisplex.erasmusme.nl/

Mpumep oT4eTa No YCTaHOBNEHMIO (HEHOTUMUYECKIX NPU3HAKOB
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Jannwie ¢ pecypea https:/‘hirisplex.erasmusme.nl

[puaokerne

PBlueEye 0140879335
PlntermediateEye 0,152455697
PBrownEye 0. 706664968
Full_AUC_BlueEye 0.935973644
Full AUC IntermediateEyve 0,73608861
Full AUC BrownEye 0946077791
Nuinb_missingSNPs Eye 0
Name missingSNPs Eve

AUC Loss_BlueEye 0
AUC_ Loss_IntermediateEye 0
AUC Loss_BrownEye 0
PBlondHair 0358730098
PBrownHair 0,54926169
PRedHair 0.001518508
PBlackHair 0,090489704
Full_ AUC BlondIair 0813281591
Full AUC_BrownHair 0.741065453
Full AUC RedHair 0928933016
Full AUC BlackIlair 0.859248132
Numb missingSNPs Hair 0
Name missingSNPs Hair

AUC Loss BlondHair 0
AUC Loss BrownHair 0
AUC Loss RedHair 0
AUC Loss BlackHair 0
PLightHair 0,75538637
PDarkHair 0,24461363
Full AUC HairShade 0905443611
MNumb missingSNPs HairShade 0
Name missingSNPs_HairShade

AUC Loss HairShade 0
PVeryPaleSkin 0,027906603
PPaleSkin 0,21 1847488
PlntermediateSkin 0,75284697
PDarkSkin 0,007398792
PDarktoBlackSkin 1. 47366E-07
Full_ AUC_ Wery PaleSkin (0, 8299588448
Full AUC PaleSkin 0, 762796347
Full AUC IntermediateSkin (.783304272
Full AUC DarkSkin 0980616701

Full AUC DarktoBlackSkin

0.993473368

Numb_missingSNPs_Skin

1

Mame missingS8NPs_Skin

rs1126809_A

AUC Loss_VeryPaleSkin

0009634193

AUC Loss PaleSkin 0.001599793
AUC Loss_IntermediateSkin (LOD0R12679
AUC Loss DarkSkin 7.A42655E-05
AUC Loss DarktoBlackSkin 0000175044

L. L. Chaitanya, K. Breslin, 5, Zuiiga, L. Wirken, E. Pospiech, M. Knkla-Bartoszek, T. Sijen, P, de Knijff, F. Lin, W. Branicki; M. Kayser, S, Walsh. The HirisPles-5
system for eye, hair and skin colour prediction from DNA; Introduction and forensic developmental validation, Ferensic Science Internativnal Genetics

hitps:/idoi.org 10,1016/ fsigen.20 18.04.004

1. 5. Walsh, L. Chaitanya, K. Breslin, C, Muralidharan, A, Bronikowska, E, Pospicch, J. Koller, L. Kovatsi, A, Wollstein, W, Branicki, F. Liu, M. Kayser, Global skin
colour prediction from DNA. Human Genetics, 2007, 136078 p. 847-863,

3. 5. Walsh, L. Chaitanya, L, Clarisse, L, Wirken, J. Dras-Barini, L. Kovatsi, 1L, Maeda, T, Ishikawa, T, Sijen, P, de Knoijif, W. Branicki, F.

in, M. Kayser,

Developmental validation of the HirisPlex system: DNA-based eye and hair colour prediction for forensic and anthropological usage, Forensic Scicnce International:

Gienefics. 2004 Mar:9: 15061,

MpunoxeHue: cTaTMCTUYECKNE AaHHble ¢ pecypca https://hirisplex.erasmusme.nl
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WUpeHTudukatop obpasua — AaHHble 3anonHsTCA Npu Bolibope aHanuanpyemoro txt-channa.

Mlata uccnepoBaHua obpasua - CryXuT A1 AONOMHUTENbHON MapKPOBKW U naeHTUdmkaumm obpasua. Mo
yMon4aHuto ucnonb3yertcs gata B cucteme Microsoft Windows. [JaHHble 13 noneit «/igeHtudmkatop obpasuan
n «[atay» cnyxat ans (opMMpoBaHUs Ha3BaHUs nanku ¢ pesyrbTatamn UcCrneLoBaHus.

Paspen 1: Nonosas npuHagnexHocts (AMEL X/Y)
NHOOPMALINA OYBIUPYETCA HA CTP.31. 3gech, HaBepHoe, nyJlue ee y6paTthb, a Tam 0CTaBUTb.
[ins onpeaeneHns NomnoBoit NPUHAANEXHOCTM B Habope ucnonb3oBaH reH amenoreHnHa AMELX/AMELY (cmpoka
46 mabnuybl OaHHbIX 26HOMUNUPOBAHUS).

leHoTHN ®eHoTun
X/IX KEHCKUI reHETUYECKIIA NON
XY MYXXCKOW reHEeTUYeCK1M Nost
YIY MY)XCKO reHeTu4ecknin non. BoamoxHa owumbkal

* - [poBepbTe BU3yarnbHO B Nporpamme ImageWare KOppeKkTHOCTb OnpeaeneHus reHoTuna, npyu HeobxoanmocTu
CKOPPEKTUPYNTe AaHHble. ECriv reHOTUN onpeaeneH BEPHO, BO3MOXHO obpasel, ¢ HU3Kon kKoHueHTpaumen JHK,
4TO NPWBENO K BbINAZEeHWIO annenu X.

Pasgen 2: 'pynnoBas npuHaanexHoctb kposu (AB0)
[nsa onpeaenenus rpynnbl kpoBu ABO B Habope «Phenotype Expert» ucnonb3oBaHbl 4 mapkepa: 261(-/G),

297(A/G), 681(G/A), 657(C/T). Ux reHoTunupoBaHue no3sonseT onpegenuts annenm A, B, Of, OV, 02,
acCoLMMPOBaHHbIE C CEPONOTrMYECKAMM rpynnamu KpoBM CrieaytoLLmMm 06pasom:

®eHoTMN Mpynna 0 (1) Tpynna A (1) Fpynna B (Il}) ;PBY(T:\'};‘

leHoTUN 01/01 | 01v/01V | 01/01V | 01v/02 | 01/02 | 02/02 | A/A | A/01 | A/02 | A/01V | B/B | B/02 | B/01 | B/01V AB
ABO6ex261 2 2 2 1 1 0 0 1 0 1 0 0 1 1 0
ABO6ex297 0 2 1 2 1 2 0 0 1 1 2 2 1 2 1
ABO7ex681 | 0 2 1 1 0 0 0| 0 0 1 00 0 1 0
ABO7ex657 0 0 0 0 0 0 0 0 0 0 2 1 1 1 1

B mabnuue no cmonbuam ykasaHbl codemaHue 6annog ons cmpok 42-45 mabnuybi daHHbIX 2€HOMUNUPOBAHUS.
[Mpu uHbIX coyemaHusx npoepamma 8 om4yeme ebidacm coobweHue "lpynna kposu He onpedeneHa". He eepHo
onpedesieH 2eHomun unu cMewaHHble o6pasybl. lpoeepbme eusyanbHo e npozpamme ImageWare
KoppekmHocmb onpedesieHusi 2eHomuna, npu HeobxoduMmocmu ckoppekmupylime 0aHHble. Ecnu 2eHomun
onpedesieH 8ePHO, 803MOXHO, aHallU3UPyemcsi cMewaHHbIl obpa3ey unu Hu3kas koHyeHmpayus JHK.»

Paspen 3: Mannorpynna Y-xpomocomb! (Y-AHK)

Habop nossonsieT onpegenuTb NpUHaANEXHOCTb hccneayemoro obpasua myxckon [HK k ogHom 13 14 6a3oBbix
rannorpynn Y xpomocomsbl yenoeeka B, C, D, E, G, H, [, J,L,N,O, Q,Ru T:
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Ne Gene SNP BapuaHTbI reHOTUNOB
47 B-M60 rs2032623 DEL/DEL DEL/IN IN/IN -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
48]  CM130 | rs35284970 CIC CIT T -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
49| D-CTS3946 | rs202084622 GIG GIA A/A -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
50| E-M5388 |  rs9786534 AA AT T -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
51 | G-P257 | rs2740980 GIG G/A AJA -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
52|  H-M2920 | rs576940616 GIG GIT TT -
3HaueHve B ctonbue "bann" 0 Owwnbka 1 NA
53 | 1-U179 | rs2319818 GIG GIA A/A -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
54  J-M304 | rs13447352 AA AIC CIC -
3HayeHue B cTonbue "bann" 0 Owwmbka 1 NA
5]  L-M185 | rs2032607 CIC CIT T -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
56 | N-M231 | rs9341278 GIG G/A AJA -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
o7 \ O-M175 \ rs2032678 IN/IN IN/DEL DEL/DEL -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
58] QM1105 | rs563604826 GIG GIA A/A -
3HayeHue B cTonbue "bann" 0 Owwmbka 1 NA
50 RP224 | rs17307398 CIC CIT T -
3HayeHue B cTonbue "bann" 0 Owwmbka 1 NA
60 T-M272 |  rs9341308 A/A AG GIG -
3HayeHue B cTonbue "bann" 0 Owmbka 1 NA
[MpumeyaHme:
) Ecnu 6 cmpoka 46 mabnuuybl OaHHbIX 2eHomunuposaHusi 3HayeHue X/X - "keHckul
2eHemuyeckull non" mo 2annogpynna He onpedensiemcs, omobpaxaemcs kak NA.
) B cnyyae, ecnu aHanuaupyemsii obpasey npuHadnexum O0OHOMY MyX4uHe, 8 cmpokax 47-60

mabnuybl daHHbIX 2eHOMUNUPO8aHUsI MOXem bbimb MOMbKO 0OHO 3HaYeHue pasHoe 1, 0cmasibHbIe PagHsb!
nubo 0 nubo NA. B criydae HapyweHus amoeo ycrnogusi (0sa u 6onee 3HayeHus pagHbix 1) noseumcs
npedynpexdeHue "lpoeepbme 2eHomunbl Y XpoMoOCOMbI". Takoe 603MOXHO 8 Cliy4ae, eciu
uccnedyembili obpasey npedcmasnsiem coboli cmecs 6uomamepuana Om HECKONbKUX MyXYUH,
ABMAUWUXCA HOCUMENAMU pa3HbIX 2anioepynn (Hanpumep pe3ysibmam 2pynnogo2o U3Hacuno8aHus).

Pazpenbl 4-6: MporHo3upyembii LBET rna3s, BONOC, KOXK

MurmeHTaums pagyxHon 060N0YKM rnasa, BOOC W KOXW ONpeaensieTcs B COBOKYNHOCTH 41 mapkepom
(Tabn.1), No3BONSHOLLMM C BbICOKOW AOCTOBEPHOCTLIO OMpeennTb TpK rpajaLmmn LBeTa rna3 (CeeTnble (ronyobble,
cepble), cMeLlaHHble (BONoTHbIe, 3eneHble U MNp.), TEMHbIE (Kapue, YepHble)), BOCEMb rpadaunii LBeTa BOMOC
(BptoHET, TEMHbIN LuaTEH/BptoHET, GROHAMH/PYCHIN, OMOHAWH, PyCblA/IWATEH, WATEH, WAaTEH/TEMHbIA LUATEH,
PbIKMI), NATb rPafauni LBeTa KOXM (04eHb briegHasi, cBeTnas, CMyrnas, TeMHas, YepHas).

PacyeTHble faHHble Ans OUeHku Hanbonee BeposTHOro deHotuna no anroputMy HirisPlex-S DNA
Phenotyping Webtool n Haubonee BeposTHOrO ¢heHOTUNA MO anroputMy BEPOSTHOCTHOM OLEHKM 6a3oBbiX
(PEHOTMNUYECKNX BapUaHTOB NOMyYeHbl C MCMONb3oBaHueM pecypca https://hirisplex.erasmusmc.nl/.
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MpuHumn paboTbli: MporpammHoe obecneveHne PhenoWare opmupyet CSV — hain u Hanpasnset
Ha pecypc https://hirisplex.erasmusmc.nl/. B oTBeT ¢ pecypca npuxoaut (paitl C pacyeTamu BepOSTHOCTEN
(MpunoxeHue oTyeTa: faHHble ¢ pecypca https://hirisplex.erasmusmc.nl).

Tabnuua cooTHoweHus reHoTunoB Habopa «Phenotype Expert» u 6annos ans anroputma anroputmy
HirisPlex-S DNA Phenotyping Webtool npeacTtaBneHa Huxe:

Ne Gene SNP BapuaHTbI reHoTUNOB
1 MC1R 1s312262906_A DEL/DEL DEL/IN IN/IN

3HaueHue B ctonbue "bann" 0 1 2 NA
2| MCIR | rs11547464_A GIG GIA AA

3HaueHue B ctonbue "bann" 0 1 2 NA
3 | MC1R | rs885479_T GIG GIA A/A

3HaueHue B ctonbue "bann" 0 1 2 NA
4 | MC1R | rs1805008_T c/C CIT T

3HaueHue B ctonbue "bann" 0 1 2 NA
5| MCIR | rs1805005_T GIG GIT T/T

3HaveHue B ctonbue "bann" 0 1 2 NA
6| MCIR | rs1805006_A ciC CIA AIA

3HaueHue B ctonbue "bann" 0 1 2 NA
7]  MCRR | rs1805007_T CiC T T/T

3HaueHue B ctonbue "bann" 0 1 2 NA
8| TuBB3 | rs1805009_C GIG GIC CiC

3HaueHue B ctonbue "bann" 0 1 2 NA
9| MCIR | 201326893 _A CiC CIA AIA

3HaueHue B ctonbue "bann" 0 1 2 NA
0] MCIR | 1s2228479_A GIG GIA AIA

3HaueHue B ctonbue "bann" 0 1 2 NA
11|  MCIR | rs1110400_C TIT T/C CiC

3HayeHue B ctonbue "bann" 0 1 2 NA
12| sLc4sA2 | 1s28777_C A/A AIC CiC

3HaueHue B ctonbue "bann" 0 1 2 NA
13| SLC45A2 | rs16891982_C GIG GIC c/C

3HaveHue B ctonbue "bann" 0 1 2 NA
14|  KITG | r12821256_G T T/C cic

3HaueHue B ctonbue "bann" 0 1 2 NA
15 | LOC105374875 | rs4959270_A ciC CIA A/A

3HaveHue B ctonbue "bann" 0 1 2 NA
16 | IRF4 | r$12203592_T ciC T T/T

3HaueHue B ctonbue "bann" 0 1 2 NA
17 | TYR | rs1042602_T CiC CIA AIA

3HaveHve B ctonbue "bann" 0 1 2 NA
18 | OCA2 | rs1800407_A ciC CIT TIT

3HaueHue B ctonbue "bann" 0 1 2 NA
19 |  SLC24A4 | rs2402130_G AIA AG GIG

3HaueHue B ctonbue "bann" 0 1 2 NA
20| HERC2 | r$12913832_T GIG GIA AIA

3HaueHue B ctonbue "bann" 0 1 2 NA

Ne Gene SNP BapuaHTb! reHoTMNOB
21 PIGU rs2378249_C A/A AG GIG
3HaueHue B ctonbue "bann" 0 1 2 NA
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22 | LOC105370627 | r12896399_T GIG GIT 1T
3HaueHue B ctonbue "bann" 0 1 2 NA
23 | TYR | rs1393350_T GIG GIA A/A
3HaueHue B ctonbue "bann" 0 1 2 NA
24 |  TYRP1 | 1s683_G AA AIC CiC
3HaueHue B ctonbue "bann" 0 1 2 NA
25 | ANKRD11 | rs3114908_T CiC ciT T/T
3HaueHue B ctonbue "bann" 0 1 2 NA
26 | OcA2 | rs1800414_C T/T T/C CiC
3HaueHue B ctonbue "bann" 0 1 2 NA
27 | BNC2 | r510756819_G AA AG G/G
3HaueHue B ctonbue "bann" 0 1 2 NA
28 | HERC2 | 1s2238289_C AA AG G/G
3HaueHue B ctonbue "bann" 0 1 2 NA
29 | sLcaad | rs17128291_C AA AG GIG
3HaveHue B ctonbue "bann" 0 1 2 NA
30 | HERC2 | rs6497292_C AA AG GIG
3HaveHue B ctonbue "bann" 0 1 2 NA
31 | HERC2 | rs1129038_G T/T T/C CiC
3HaueHue B ctonbue "bann" 0 1 2 NA
32 | HERC2 | rs1667394_C T/T T/C CiC
3HaueHue B ctonbue "bann" 0 1 2 NA
33 | YR | rs1126809_A GIG GIA A/A
3HaueHue B ctonbue "bann" 0 1 2 NA
3 | ocA2 | rs1470608_A GIG GIT T/T
3HaueHue B ctonbue "bann" 0 1 2 NA
35 | SLC24A5 | 1426654_G AA AG GIG
3HayeHue B ctonbue "bann" 0 1 2 NA
3 | ASP | rs6119471_C CiC CIG G/G
3HayeHue B ctonbue "bann" 0 1 2 NA
37 | ocA2 | rs1545397_T AA AT T/T
3HayeHue B ctonbue "bann" 0 1 2 NA
38 | RALY | rs6059655_T GIG GIA A/A
3HayeHue B ctonbue "bann" 0 1 2 NA
39 |  ocA2 | rs12441727_A GIG GIA A/A
3HaueHue B ctonbue "bann" 0 1 2 NA
40 | MCIR | rs3212355_A ciC T T/T
3HaueHue B ctonbue "bann" 0 1 2 NA
Ne Gene SNP Bann CoyeTaHue reHOTMNOB 0Opasua
411. DEF8 rs8051733_C 0 RA/RA
41.2. DEF8 rs8051733_C RA/RA
41.1. DEF8 rs8051733_C 1 RA/RA | RAIRA | RA/JAG | AG/AG | RA/AG | AG/AG | RA/AG
412, DEF8 rs8051733_C RA/GG | GG/GG | RAIRA | RAIRA | RAIGG | RAIGG | GGIGG
41.1. DEF8 rs8051733_C 9 AG/AG - AG/AG
412, DEF8 rs8051733_C GG/GG | GGIGG | -
4141, DEF8 rs8051733_C NA -
41.2. DEF8 rs8051733_C

Mony4eHHbIe AaHHbIE O BEPOSITHOCTSIX 0TOOpaxatoTcs B nofapasaenax otyeta «Haubonee eepossmubIll
¢gheHOmMun no aneopummy eeposiMHOCMHOU OueHKU 6a308bIX heHOmMunu4yeckux eapuaHmos» U bosnee
demarbHO npedcmagneHbl 8 NPUOXEHUU K omyemy.
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[ns nonyyeHus Hambonee BeposiTHOro ¢eHoTuna no anroputmy HirisPlex-S DNA Phenotyping
Webtool Bxoasiume faHHble 4OMKHbI ObITb NOABEPTHYTHI AOMOMHUTENBHOMY aHanu3y, ONMCaHHOMY B PYKOBOACTBE
nonb3oBatens HIRISPLEX-S, HIRISPLEX & IRISPLEX Eye, Hair and Skin color DNA Phenotyping webtool
(pasmelleH Ha nopTane https://hirisplex.erasmusmc.nl).

MporpammHoe obecneyeHne PhenoWare BbINONHSET 3TOT aHanW3 B aBTOMAaTUYECKOM PEXMME.

LUBet rna3
Haunbonee BeposiTHbIM theHoTMNOM LBeTa rma3 no anroputmy HirisPlex-S DNA Phenotyping Webtool,
onpeaensieTcs (eHOTUN C MakCUMasbHbIM 3HAYEHUEM p.

[Ipunoxenne
Jlannsble ¢ pecypca https://hirisplex.erasmusme.nl
PBlueEye 0,140879335
PintermediateEye 0,152455697
PBrownEye 0,706664968
Full_AUC_BlueEye 0,938973644
Full_AUC_IntermediateEye 0,73608861
Full_AUC_BrownEye 0,946077791
Numb_missingSNPs_Eye 0
Name_missingSNPs_Eye
AUC_Loss_BlueEye 0
AUC_Loss_IntermediateEye 0
AUC_Loss_BrownEye 0
LiseT BONOC

[ina onpeneneHus Hambonee BeposATHOrO peHoTWNa LBeTa Bonoc no anmroputmy HirisPlex-S DNA
Phenotyping Webtool, cywectsyeT anroputm, B KOTOPOM MCMOSb3YeTCA METOZ HaMBbICLLIETO P B COYETAHUM C
NOLLIAroBOM MOAENbI0 aHanW3a AaHHbIX.

Ipunoxenune
Jlannble ¢ pecypca https://hirisplex.erasmusmec.nl

PBlondHair 0,372732714
PBrownHair 0,510868396
PRedHair 0,001242935
PBlackHair 0,115155954
Full_AUC_BlondHair 0,813281591
Full_AUC_BrownHair 0,741065453
Full_AUC_RedHair 0,928933016
Full_AUC_BlackHair 0,859248132
Numb_missingSNPs_Hair 0
Name_missingSNPs_Hair
AUC_Loss_BlondHair 0
AUC_Loss_BrownHair 0
AUC_Loss_RedHair 0
AUC_Loss_BlackHair 0
PLightHair 0,738611527
PDarkHair 0,261388473
Full_AUC_HairShade 0,905443611
Numb_missingSNPs_HairShade 0
Name_missingSNPs_HairShade
AUC_Loss_HairShade 0
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Hwke npeacTaBneH anroputM, onucaHHbld B pykoBoacTee nonb3osatens HIRISPLEX-S, HIRISPLEX &

IRISPLEX Eye, Hair and Skin color DNA Phenotyping webtool.

Anroputm onpeaeneHns Hambonee BeposSTHOrO peHoTMNa LBeTa Bonoc no anroputmy HirisPlex-S DNA

Enhanced Model Version 1 Prediction
When an individual is predicted as ... = most probable hair colour
Black*** % Is the dark value > 05p = Black
Yes
— =
is the p value > 0.7p - Is the dark value <05p= Black
“~No — Is the dark value > 0.5p= Black
\ Is the dark value <05p= D-brown/Black
Is the light value > 0.95p =Blond
Yes/
is the p value > 0.7p ,..-.\f = Is the light value < 0.95p =Blond/D-blond*#*
No —'is the light value > 0.9p = Blond/D-blond**
\ Is the light value < 0.9p= D-blond**/Brown
** Dark blond and light brown overlap in colour
Brown s Is the light value > 0.8p= Brown
Yes .
— = - *
is the p value > 0.7p - Is the light value < 0.8p= Brown/D-brown
“NNo — Isthe light value > 0.8p= Brown/D-brown*
\ Is the light value < 0.8p= D-brown/Black*
* depending on dark value increase
Red*** % Is the light value > 0.9p= Red
Yes "
= Is the light val 09p=
is the p value > 0.7p - s the light value <0.9p= Red
“No —]Isthe light value > 0.9p= Red
\ Is the light value < 0.9p= Red
*** when a red or black category p > 0.25 is observed, irrelevant of
hair colour prediction, hint of that hair colour will be seen
Black/D-brown :- D-brown/brown = - Blond/D-blond = !f

Phenotyping Webtool, peanunsoaHHbI nporpamvme PhenoWare.

[ins onpepeneHus Hawbonee BepoATHOrO heHOTWUNa LBeTa Koxu no anroputmy HirisPlex-S DNA
Phenotyping Webtool, cyuiectsyetr anroputM, B KOTOPOM MCMOSb3YeTCd METOL OLEHKM K COMoCTaBMeHMs

HauBbICLLEro p B COMETaHNN CO BTOPbIM HAMBbICLLMM MO 3HAYEHUIO P.
I'IporpaMMHoe obecneyeHve PhenoWare BbiNONHSET 3TOT aHanu3 B aBTOMaTUYECKOM pexume.
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Ne HamnooJee 3HayeHHe BepOSATHOCTHU B 3HauyeHHe BEPOSITHOCTH B IIporxno3upyemsblii HBET MO
ILI. | BEPOSITHBIN HBET npunoxenuun (PBlondHair, npunoxenunn (PLightHair, aaropurmy HlrisPlex-S
u3 4 UBETOB PBrownHair, PRedHair, PBlackHair) PDarkHair)

1 Bprorer Bproner P value > 0,7 Tewmnsiii Ton P value > 0,5 Bproner
Bproner P value > 0,7 Temusiii ToH P value < 0,5 Bpioner
Bproner P value < 0,7 Temnslii ToH P value > 0,5 Bproner
Bproner P value < 0,7 Temusiii ToH P value < 0,5 Temublii maren / Bproner

2 Bronaun Bionyuu P value > 0,7 Csemislii Ton P value > 0,95 Baongun
Bionaun P value > 0,7 Csemislii ToH P value < 0,95 Baonauu/Pycwrii
Bionaun P value < 0,7 Csemislii ToH P value > 0,9 Baonauun/Pycwrii
Bnonaun P value < 0,7 Csetislii Ton P value < 0,9 Pycorii/LllaTen

3 Illaten IITaren P value > 0,7 Csemuslii Ton P value > 0,8 Ilaten
ITaten P value > 0,7 Csemislii Ton P value < 0,8 Ilaren / TeMHbIH IaTEH
Ilaren P value < 0,7 Csetiblii Ton P value > 0,8 Ilarten / TeMHbIH mIATEH
IITaren P value < 0,7 Csemislii To P value < 0,8 Temubiii maten / Bproner

4 Pookuii Proxuii P value > 0,7 Caemublii ToH P value > 0,9 Poixuii
Puixuii P value > 0,7 Csemuslii Ton P value < 0,9 Poixuit
Proxuii P value < 0,7 Csemislii Ton P value > 0,9 Poixuit
Puoxuii P value < 0,7 Csetislii Ton P value < 0,9 Poixuii

LiBeT koXM




——————————— r — {PintermediateSkin = =p>

Ipunoxenne
Jaunnsie ¢ pecypca https://hirisplex.erasmusme.nl

PVeryPaleSkin 0,020098821
-|PPaleSkin~ = = = = 0,197848264
0,769426303

PDarkSkin 0,012625488
PDarktoBlackSkin 1,12411E-06
Full_AUC_Very PaleSkin 0,829988448
Full_AUC_PaleSkin 0,762796347
Full_AUC_IntermediateSkin 0,783304272
Full_AUC_DarkSkin 0,980616701
Full_AUC_DarktoBlackSkin 0,993473368
Numb_missingSNPs_Skin 1
Name_missingSNPs_Skin 1s1126809_A
AUC_Loss_VeryPaleSkin 0,009634193
AUC_Loss_PaleSkin 0,001599793
AUC_Loss_IntermediateSkin 0,000812679
AUC_Loss_DarkSkin 7,42655E-05
AUC_Loss_DarktoBlackSkin 0,000175044

3peck Hu4ero He Byaet BUOHO 5-M Kernem

Hwxe npefcTaBneH anroput™, onucaHHbIn B pykosogctee nonb3osatens HIRISPLEX-S, HIRISPLEX & IRISPLEX
Eye, Hair and Skin color DNA Phenotyping webtool 1 peann3oBaHHbIi B nporpamme PhenoWare.

Very Pale

If highest probability > 0.5p

Very Pale predicted

If highest probability > 0.7p

Mery Pale is predicted however it will be affected by the second highest category if it is > 0.15 p and will appear darker

Mery Pale is predicted, unlikely to be affected by the second highest category if itis<0.15 p

If highest probability > 0.5p

Prediction significantly affected by second category, and will be a mix of the two highest categories {tends to represent the darker second highest category)

Pale

—
If highest probability > 0.5p

Pale predicted

If highest probability > 0.7p

Pale is predicted however it will be affected by the second highest category if itis > 0.15 p (will appear darker if Intermediate, and lighter if pale)

Pale is predicted, unlikely to be affected by the second highest category ifitis<0.15p

If highest probability > 0.5p

Prediction significantly affected by second category, and will be a mix of the two highest categories {tends to represent the darker second highest category)
Not significantly impacted if second highest prediction is Very Pale

-

F )

[
Int.
—
[ If highest probability > 0.5p |Intermediate predicted (*unless Dark-Black is the second highest category, then prediction is Dark)

If highest probability > 0.7p

Intermediate is predicted however it will be affected by the second highest category ifitis > 0.15 p {will appear darker if Dark/Dark-Black and lighter if Very Pale.-fP:lIe)
Intermediate is predicted, unlikely to be affected by the second highest category if itis <0.15 p {*unless it is Dark-Black, then prediction is Dark)

If highest probability > 0.5p

Prediction significantly affected by second category, and will be a mix of the two highest categories (darker if Dark/Dark-Black represents the second highest category)
Not significantly impacted if second highest prediction is Very Pale/Pale

Dark
If highest probability > 0.5p

Dark predicted

If highest probability > 0.7p

Dark is predicted, unlikely to be affected by the second highest category if it is > 0.15 p {*unless it is Dark-Black, then prediction can be Dark-Black)

Dark is predicted, unlikely to be affected by the second highest category if it is < 0.15 p {*unless it is Dark-Black, then prediction can be Dark-Black)

If highest probability > 0.5p

Prediction significantly affected by second category, and will be a mix of the two highest categories (dark to black if Dark-Black represents the second highest category
Mot significantly impacted if second highest prediction is Pale/Intermediate

Dark-Black
If highest probability > 0.5p

Dark to Black predicted

If highest probability > 0.7p

Dark to Black is predicted, unlikely to be affected by the second highest category if itis>0.15p

Dark to Black is predicted, unlikely to be affected by the second highest category ifitis<0.15p

If highest probability > 0.5p

Prediction affected by second category, and will be a mix of the two highest categories {Will be lighter than Dark to Black if Dark represents the second highest categor
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6. OPFAHWYEHUA

1. BxopHble faHHble 6e3 reHoTuna no reHy HERC2 SNP (rs12913832 = NA) He ByayT obecneunBatb
pesynbTaT NPOrHo3MpoBaHMs LiBETA IMas.

2.  BxogHble paHHble, B KoTOpbIX 0TCYTCTBYIOT BCe 11 SNP 2eHa MC1R, He obecneunBatoT peynbrat
NPOrHO3MPOBaHMS LIBETA BOJIOC.

3. BxogHble gaHHble, B KOTOPbIX OTCYTCTBYET KOMBUHaLMs reHoTunoB no reHam HERC2-SLC45A2-
IRF4, He nafyT pesynbTata NPOrHO3NPOBaHUS A4 rnas unu Boroc.

4. XOTS HeT CTPOroro orpaHU4eHNs 4ns NPOrHO3MPOBAHWS LIBETA KOXM, HE PEKOMEHAYETCS NponyckaTh
kakue-nnbo mapkepsbl, B YacTHocTM SLC24A5 rs1426654 u OCA2 rs1800414 / MC1R rs3212355, Tak kak 3To
CYLLECTBEHHO MOBMMSET HAa AOCTOBEPHOCTb MCCIEA0BaHMS, 0COOEHHO B a3MaTCKOM NOMynaumuy.

7. BOSMOXHbIE OLUIWBKKM U PEKOMEHAOALIUM MO YCTPAHEHUIO

OYEHb MEJIKO!
Owwnbka Pewenne
- OTcyTCcTBME rEHOTUMOB NO Haubonee 3HaYMMbIM reHam Ans onpeneneHus
LEHTP LiBeTa rras, Bonoc, Koxu (cM. pasgen 6 OrpaHuyeHus)
X B 1. [MpoBECTM  MOBTOPHOE  reHOTMNMpoBaHue  obpasuya.  [lpu
e - HeobXxoaMMOCTM NOBTOPHO BblaenunTb JHK.
j;g @ it ofos 2 [MpOBECTMN MHTEPMPETALMIO B PY4YHOM pexiume (CM. pasgen 8).
o Show Details..
[Llara 13.09.2023 g
Ecrm y obpasua deHotMn «MyXCKOA TFEHETUYECKUiA Mony, NpOBEpbTE
X - BM3yanbHO B nporpamme ImageWare KOppeKTHOCTb OnpeseneHns reHoTuna,
&g MCCTEROBAHYS npn HeoBX0AMMOCTN CKOPPEKTUPYIATE AaHHBIE.
crwr Ecnu reHoTun onpegeneH BepHO, BO3MOXHO, aHanu3upyeTcs CMeLlaHHbIi
=~ [N —— obpasel| i Hu3kast koHueHTpaums QHK.
— Heobxoaumo npoBecTn NOBTOPHOE reHoTunupoBaHue/soigeneqne JHK.
R ., S
VinexTudmkaTop obpastia df S0pg 1000 |
fara 1300203 g

Mpobnema: B ctonbue «KoHTponby otobpaxeHo 3HaveHne « OLLIMBKAY.
MpuymnHa: HenpasunbHbIi WabnoH nporpamMmbl ImageWare unu cMelyeHve
syeek. TXT — cpain Bbin U3MEHEH BPYUHYHO.

PeweHue: Bbibpath npaBunbHbl WwabnoH nporpammbl ImageWare w
NPOBEPUTbL NPaBUILHOCTL HANOXEHMUS CETKM.

Mpob6nema: B ctonbue «eHoTMN» 0TOOPaXeHO 3HAYEHME «-».
MpnunHa: OTcyTCTBME CUrHAnNa B AYerkax U CMeLLeHNe SYeeK.

~ - - || PeweHue: MMpoBepnTb NpaBUIbHOCTL HANMOXeHWs ceTku. 1poBecTn aHanms
©e3 JaHHOro reHoTuna.
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8. UHTEPNPETALMA FrEHOTUNOB B PYYHOM PEXUME
TYT OYBINUPYETCA UHOOPMALIUA CO CTP. 22-23
LWar 1. 3anyctute nporpammHoe obecnevyeHe PhenoWare [BOAHbBIM KIMKOM MO exe-thanny unm sprbiky
nporpaMmbl. Y Bac JomkeH 0To6pasnTbCs CTapToBbI MHTEPdENC NPorpaMmbl.

Lar 2. BuibepeTe Heobxoaumblid Ans aHanwsa txt-ghaiina. [MposepbTe AaTy v uaeHTudukaTop obpastia n
HaxxmuTe KHOMKy «[lpoBecTn aHanmuay. Mpu koppekTHoCcTH txt-ghalina u HaumeHosaHus obpa3sya, nporpamma
OTKPOET MHTEPCENC KOHTPOMS KOPPEKTHOCTM AaHHbIX FEHOTUMMPOBAHMSI.

War 3. [ns onpeaeneHns NorfoBOi MPUHALNEXHOCTW Heob6XoaMMO NpoaHanmManpoBaTb CTPOKYy 46
TabnuLbl JaHHbIX FEHOTUNUPOBAHMS.

leHoTUN ®eHoTUn
XIX XEHCKUI reHETUYECKUIA NON
XY MY>XXCKOW rEeHEeTUYECKMM NOS
YIY MY)XCKOW reHeTU4eCKuin non. BoamoxHa owumbkal *

* - [poBepbTe BU3yarnbHO B Nporpamme ImageWare KOppeKkTHOCTb OnpeaeneHus reHoTuna, npy HeobxoanmocTu
CKOPPEKTUPYNTE AaHHble. ECriv reHOTUN onpeaeneH BEPHO, BO3MOXHO obpasel| ¢ Hi3koit koHueHTpaumen OHK,
4TO NPUBESIO K BbINaAeHuMo annemm X.

War 4. [ins onpegenenus rpynnbl kposu ABO HeobxoauMMo npoaHanuanpoBaTtb CTPOKM 42-45 Tabnuupl
AaHHbIX rEHOTUNMPOBaHWS. Himke npuBeaeHbl KOMOMHALMW LMP U UX COOTHOLIEHWE C CEPOSTOTMYECKOMN rpynnow
KPOBM (CHEHOTIM) N FEHETUYECKMM MOABAPUAHTOM (reHOTMN).

®eHoTMN Mpynna 0 (1) Tpynna A (1) Fpynna B (Il}) ;PBY(T:\'};‘

leHoTUN 01/01 | 01v/01V | 01/01V | 01v/02 | 01/02 | 02/02 | A/A | A/01 | A/02 | A/01V | B/B | B/02 | B/01 | B/O1V AB
ABO6ex261 2 2 2 1 1 0 0 1 0 1 0 0 1 1 0
ABO6ex297 0 2 1 2 1 2 0 0 1 1 2 2 1 2 1
ABO7ex681 | 0 2 1 1 0 0 0| 0 0 1 00 0 1 0
ABO7ex657 0 0 0 0 0 0 0 0 0 0 2 1 1 1 1

B mabnuuye no cmonbuam ykasaHbl coyemaHue 6annos 0nd cmpok 42-45 mabnuubl OaHHbIX
2eHomunupogaHus. lpu UHbIX coyemaHusix npoepamma 8 omyeme ebidacm coobwieHue "lpynna kpoeu He
onpedeneHa". He eepHo onpedenieH 2eHomun unu cmewaHHble obpa3ubl. [lpoeepbme eu3yanbHO 6
npozpamme ImageWare koppekmHocmb onpedenieHusi 2eHomuna, npu Heobxodumocmu cKoppekmupytime
OaHHble. Ecnu 2eHomun onpedesieH 8epHO, 803MOXHO, aHallu3upyemcs cMew aHHbIl obpa3ey unu Hu3kas
koHyeHmpauyusi JHK.»

LWar 5. [1ns onpeaenexns npuHaanexHocTn uccnegyemoro obpasua myxckon [JHK k ogHomn 3 14 6a3oBbix
rannorpynn Y xpomocomel yenoseka B, C, D, E, G, H, I, J, L, N, O, Q, R u T Heobxoanmo npoaHan13nmpoBaTh CTPOKM
47-60 Tabnuupbl faHHbIX reHoTunpoBaHKs. CTpoka ¢ 6annom pasHbiM 1 (€4MHULE) M SBRSETCS rannorpynnon Y-
xpomocombl (Y-OHK) aHannaupyemoro obpasua.

Ne Gene SNP BapuaHTb! reHOTUNOB

47 B-M60 rs2032623 DEL/DEL DEL/IN IN/IN -
3HayeHue B cTonbue "bann" 0 Owmbka 1 NA

48]  CM130 | rs35284970 CIC CIT T -
3HayeHue B cTonbue "bann" 0 Owmbka 1 NA

49| D-CTS3946 | rs202084622 GIG GIA A/A -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
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Ne Gene SNP BapuaHTbI reHOTUNOB
50 E-M5388 rs9786534 A/A AT T/T -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
51| GP257 |  rs2740980 GIG GIA A/A -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
52|  H-M2920 | rs576940616 GIG GIT T -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
53 | 1-U179 | 152319818 GIG GIA A/A -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
54|  JM304 | rs13447352 AIA AIC ciC -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
55| L-M185 | rs2032607 CIC CIT T -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
56  N-M231 | rs9341278 GIG GIA A/A -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
57 \ O-M175 \ rs2032678 IN/IN IN/DEL DEL/DEL -
3HayeHue B cTonbue "bann" 0 Owwmbka 1 NA
58  QM1105 | rs563604826 GIG GIA A/A -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
50 RP224 | rs17307398 CIC CIT T -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
60| T-M272 | rs9341308 AIA AIG GIG -
3HaueHve B cTonbue "bann" 0 Owwnbka 1 NA
[pumeyarve:
. Ecnu e cmpoke 46 mabnuubl OQaHHbIX e2eHomunuposaHus 3HadeHue X/X - "“KeHckul
2eHemuyeckul non" mo 2annoepynna He onpedenssemcs, omobpaxaemcs kak NA.
. B cnyqae, ecnu aHanusupyembill obpa3sey, npuHadnexum O0OHOMY MyX4UHe, 8 cmpokax 47-60

mabnuybl daHHbIX 2eHOMUNUPO8aHUsI MOXem bbimb MOMbKO 0OHO 3Ha4YeHUe pasHoe 1, 0cmarsibHbIe PagHbI
nu6o 0 nubo NA. B cnydae HapyweHus amozo ycnogusi (0sa u bonee 3HavyeHus pagHbix 1) noseumcs
npedynpexdeHue "lpoeepbme 2eHomunbl Y XPOMOCOMbI". Takoe B03MOXHO 8 crydyae, ecnu
uccrnedyembili obpasey npedcmasnsem cobol cmecs buomamepuana OmM HECKOMbKUX MYXYUH,
AGMAOUUXCH HOCUMENAMU pa3HbIX 2anno2pynn (Hanpumep pe3ynbmam 2pynnogo2o U3HacuI08aHus).

LWar 6. [Ins onpenenexns Hambonee BepOSATHbIX (PEHOTUMOB (LBET rnas, BOMOC, KOXM) MO anroputmy
BEPOSITHOCTHON OLIEHKM Ba30BbIX (PEHOTUNMNYECKNX BapUaHTOB HEOBXOAMMO faHHble B cTonbue «banny» ans cTpok
1-41 TabnuLbl JAaHHBIX FEHOTUNMPOBAHWS, BPYYHYH NEPEHECTN B COOTBETCTBYHOLLYH (DOPMY Ha aHIMOA3bIYHbINA CalT
https://hirisplex.erasmusmc.nl.
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5iph B - o X "
o The HirisPlex-S System
Gene swp Bann Fesomn obpasua  Bopwasires revorwnos  Curwan Kowtpons ™ _
1 MCIR  [rs312262906 A 0 DEL/DEL  DEL/DELDELAN INAN-  + N A &;_ 2 A
2 MCIR  rs11547464 A 0 GG G/G G/A /A - + + l ~14N
3 MCIR 158854791 0 /G /G GIA AJA - + + = |, L
4 MCIR 11805008 0 e creem- + + - g .
5 MCIR rs1805005_T 0 G/G G/G G/T T/T + + B Allele No. of Alleles
6 MCIR  rs1805006_A 0 [ C/C /A A . - 1 MC1R rs312262906 A 012NA
7 MCIR 1518050071 0 cic T + v 2 MC1R rs11547464 A 012NA
8 MCIR  rs1805009.C 0 /G G/G G/C C/C - + 3 MC1R rs885479 T 01 % NA
9 MCIR 5201326893 A 0 s CHC A AT - + 4 MC1R rs1805008 T 012NA
- — 5 MC1R rs1805005 T 012NA
‘ol MWCR | c22A = i G/ GIARA : : 6 MC1R rs1805006 A 0 1 2 1A
" MCIR 151110400 _C 0 T T/T TAC C/C + + 7 MC1R rs1 805007 T D 1 2 ”A
12 SICASA2 rs28TTTC 0 AA APAAIC C/C - + . 8 TUBB3 rs1805009 C 012NA
13 SICASAZ 116891982 C 0 /G G/G G/C C/C - + + 9 MC1R rs201326893 A 01 2 NA
4 KMG 1512621256 G 0 o T /e - + + 10 MC1R rs2228479 A 0/1 2 NA
15 LOCTOS374875 154959270 A 0 e C/C CIAAIA - + + 11 MC1R rs1110400 C 012NA
16 IRF4 rs12203592 1 0 c/C CICCTTT- + + }g g’,:g:::g E?g;;:gsz g g i 5 ;‘:2
17 VR rs1042602_T 1 A €/C CIA AR ' ' 14 KITLG 1512821256 G oL > NA
18 OCAZ 1800407 A o = CeaTiT- * * 15 LOC105374875 rs4959270 A 01 2NA
19 SLC24A4 1524021306 0 AR AJA /G GIG - + + 16 IRF4 rs12203592 T 012NA
20 HERCZ  rs129138327 1 G/A AR GIA GG - + + 17 TYR rs1042602 T 01 2NA
2 piGu 152378249.C 0 A AR AIG G/G - + N 18 OCA2 rs1800407 A 01 2NA
22 LOC105370627 rs12896399 T 1 G/T G/G G/TT/T- + 19 sLCZ4A4 r52402130 G 0 1 2 ”A
23 TR 513933507 1 GIA /G GIA A/A ' 20 HERC2 rs12013832 T 0 pRas
- 21 PIGU rs2378249 C 01 2 1A
o e ¢ s GeNCAR- |+ 22 LOC105370627 rs12896399 T 0/1 2NA
25 ANKRD11  rs3114908.T 0 e QT + 23 TYR rs1393350 T 01 2NA
26 ocA2 rs1800414_C 0 T TATTACCAC - + 24 TYRP1 rs683 G 01 2NA
27 BNC2Z 15107568196 0 AR G/G A/G AVA - + . 25 ANKRD11 rs3114908 T 012NA
28 HERC2 52238280 C 1 AG AA AIG GG + N 26 OCA2 rs1800414 C 01 2NA
29 SICo4Md  1s17128291.C 1 AG AAAIGGIG . 2; 5::’322 rs;g;gggég g g 1 2 Hﬁ
G GIG - + + S z
e oo L o WANGE/S 29 SLC24A4 rs17128291 C 0 1 21A
31 HERCZ 511290386 2 /e et - + + 30 HERC2 16497292 C 012NA
32 HERCZ  r51667394.C 1 T/ T CC - + N 31 HERC2 rs1129038 G 012NA
EE] VR r51126809_A NA 2 G/G GIA /A - - + 32 HERC2 rs1667394 C 01 2NA
M OcA2 r51470608_A 0 G/G T/TG/T G/G v . 33 TYR rs1126809 A 0f1 2 NA
35 SUC24AS  rs1426654 G 0 NA AA MG GIG N . 34 OCA2 rs1470608 A 01 2NA
36 AP 1s6119471.C 0 s €/C C/G G/G - + 35 SLC24A5 rs1426654 G 01 2NA
37 oo 151545397 T 0 AR AZAAITTAT - + gg Sg’:z 5?1512%;; '(I? g 1 S “i
38 RAY 156059655 1 0 /G G/G G/A AVA - + 38 RALY s6059655 T 01 5 NA
39 o slaanaiA v @2 G5 GIA A - * * 39 OCA2 rs12441727 A 01 2NA
40 MCIR 153212355 A 0 /i oI ' + 40 MC1R rs3212355 A 012NA
4 RA/RA RA/RARA/AG AG/AG - + + 41 DEF8 rs8051733 C 01 2NA
DEF8 1$8051733.C 0 aia Sy R .
: z |Display Predicted Phenotypel | Download Predicted Phenotypel
PaspewnTs peRaTHpOBEIMe Coxpants Copmarposas orier

B Tabnuue gaHHbIX reHOTUNMPOBaHMS reHoTUnbl no 41 Mapkepy naHenu HirisPlex-S npeacTasneHb! B TON
nocneaoBaTeNbLHOCTM 1 B TOM chopmarte, B KOTOPOW NPUHUMAET aHrmos3bl4HbIN canT hitps://hirisplex.erasmusme.nl.

LWar 7. Mocne BHeceHust reHoTuna Haxumaem nnawky «Display Predicted Phenotype» 1 nonyyaem
pesynbTaThl (Ha aHrMMNCKOM 5i3bIke). B cTonbue p-value npueeaeHa 3HauYnmas BEPOSTHOCTL (DEHOTMMNOB (LBET rnas,
BOJOC, KOXW) NO anropuTMy BEPOSTHOCTHOM OLIEHKM 6a30BbIX (DEHOTUNNYECKIX BAPUAHTOB.

War 8. [Ina nonyyeHus Hanbonee BeposTHOrO dheHoTuna (UBET rna3, BOMOC, KOXM) NO anroputmy
HirisPlex-S DNA Phenotyping Webtool nposeauTe aHanua B COOTBETCTBUW C anropuTMamMm ONUCaHHbLIMK B pasgene
5.

LWar 9. BHecute nosty4eHHbl€ faHHbIE B (bopMy oT4yeTa no yCTaHOBNEHUIO CbeHOTI/II'II/NeCKMX NPU3HaKOB.

LEHTP
NCCNEOOBAHUA
AOHK

Mo Bonpocam, kacatowmmes Kauectsa Habopa Phenotype Expert
u pabotbl N0 PhenoWare cnepyet 06palLaTbcsi K NPOU3BOAUTEALD:
000 "UeHTp uccaeposanus AHK"

141401 MockoBcKas 00A. r. Xumku, ya. KyapaBueBa, A. 2A, kB.4.
Ten.: +7 (964) 719-50-00

E-mail: dnarescenter@gmail.com
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