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PEKOMEHOALIMA
4.1 | BBegeHue

PekomeHpauus 4.1.1

B®I" pekomeHayeT nnuam ¢ remounuen NnpoBecT reHeTMYeckoe TeCTUPOBaHMeE C Lienbio onpeaeneHus cneunduyeckon
06YCrnoBnuBaroLLeil reHeTUYeCcKom BapuaLmm, acCoLMpPOBaHHON C UMeoLWMMCH Y HUuX 3abonesaHuem KP

PekomeHpauus 4.1.2

B®I pekomeHayeT npoBeAeHME rEHETUHECKOTO TECTUPOBaHMSA 06NUraTHBIM HOCUTENBHULLAM reMOoUNnK U POACTBEHHMLAM NUL, C
reMomnmen ua «rpynmnbl pucka» Unm noTeHunanbHbIM HOCUTENbHULAM reMOMUITUK C LIENbIO ONPEeAENeHNs YHUX paHee BbIIBNEHHOM
reHeTMYeckon sapvauum B reHe F8 nnm F9. KP

PekomeHpgauusa 4.1.3

[ns XeHLWWH ¢ eHOTUNMNYECKN HU3KMMU YpOoBHAMM cbakTopoB koarynauuu FVIII nnu FIX BOI pekomeHayeT npoBegeHue nccnegoBaHums
reHeTMYECKON/anunreHeTMYecKon ocHoBbI peHoTuna. kP

PekomeHpauus 4.1.4

[nsi obnuraTHbIX HOCUTENbHUL, FEMOMUIMN U POACTBEHHUL, UL, C TeMOMUITUEN U3 «TPYMMbI PUCKa» UM NOTEHLMANbHbLIXHOCUTENbHUL,
remocpmnmm BOIT pekoMmeHayeT BHUMaTENbHbIN COOp M aHanu3 ceMeHon POAOCIIOBHON B NOAAEPXKKY HA3HAYEHUSA reHETUYECKOTO
TectuposaHus. kP

PekomeHpauus 4.1.5

Ons nuy c nogo3peHnem Ha reMounMio U NOTEHLMaNbHbIXHOCUTENbHUL reMoMIMKn Nepes HanpaeneHneM Ha reHeTu4eckoe
TecTupoBaHue Bl HacTossTeNbHO pekoMeHayeT NpoBOANTL (hbeHOTUNMYeckuin ckpuHuHryposHer FVIIE unn FIX, onpegeneHue aHtureHa
daktopa Bunnebpanga (VWF) n aktusHoctn VWF KP

PekomeHpauus 4.1.6

Ons nuy c remodwmnuei, obnuraTHbIX HOCUTENBHUL reMOoUNNN, POACTBEHHUL, U3 «TPYMNMbI PUCKA» UIU NUL, C HU3KUM YPOBHEM
hakTopoB Koarynsumm BOIN HacTosiTenbHO pekoMeHAYyeT nepes NpeanoXeHMeM reHeTMYECKOro TECTUPOBaHWA NMPOBOAUTL MoApoBHOe
reHeTU4YeCcKoe KOHCYNbTMPOBaHMe.

* MPUMEYAHME: 'eHeTUYeCcKkoe KOHCYNbTUPOBaHME AOIMKHO BKIOYATL pa3bsiCHEHME 3KCNepUMeHTanbHbIXNPeAENOB pe3ynbTaToB
MOIEKYNSPHOro nccneoBaHunsi BCOOTBETCTBMM C HANMYMEM NPakTUYECKUXNOAXOL0B.

* MTIPUMEYAHVE: : T eHeTUYeCcKoe KOHCYNbTUPOBaHWE OOIMKHO BKHOYaTh Pa3bACHEHUE BEPOSTHOCTY ClyMalHbIXOBHapY)KeHWI B reHax
nomumo reHoB F8 nnu F9, ecnu ucnonb3ayemas uccrnegosaTtesnibckoi nabopaTtopueit MeTogonorns (Hanpumep, CEKBEHMpoBaHe
cnepyrowero nokoneHms [CCI]) cnocobHa obHapyxMBaTe Takne reHeTM4eCKUe Bapnaumm.

* MPUMEYAHME: Mpy HAaNU4MKM KOHCYNbTaHTa-reHeTMKa reHe TM4YeCkoe KOHCYNbTUPOBaHME AOIKHO OCYLLECTBNATLCA 3TUM CreLmanmcToMm.
Mpu OTCYTCTBUMU KOHCYNbTaHTa-reHeTnKa reHeTM4ECKOE KOHCYNbTUPOBaHNE AOMKHO MPOBOAUTLCS MeapaboTHNKOM, 06naaatowmm
3HaHUAMM BoGnacTv reHeTnkn remocmnuu. KP

PekomeHpauus 4.1.7

Mpun HanpaBneHnn Ha reHeTMYeCcKkoe TeCTUPOBaHME NMOObIX NauMeHToB BAIT HacTosTeNbHO peKkoMeHAYET NONY4nTb MHOPMUPOBAHHOE
cornacuve oT naumeHTa, poauTens UM 3akoHHOro onekyHa. [na aToro Heo6xo0ANMO Kak paspeLleHme Ha NpoBeAeHNEe TECTUPOBaHNS, Tak
1 pa3bsicHeHue, obecneynBatoLLge NOMHOE NOHNUMaHNE NPOoLEeaypPbl TECTUPOBaHMS, €0 MNOMb3bl U OFPAHNYEHUIA, @ TAKXKE BO3MOXHbIX
nocneacTBui pe3ynbTaToB TECTUPOBAHUS.

* MTPUMEYAHME: : B COOTBETCTBMM C MECTHBIMW NPaBUaMu 1 NPaKTUKOW Bpady MM KOHCYNbTaHTy-reHeTUKy MoxeT notpeboBaTtbcs
nony4eHne n JOKyMeHTanbHas permcTpaums nmcbMeHHoro MHAOPMMpoBaHHoro cornacus . kP

4.2 | NokasaHus ons reHeTM4e CKOW OLEHKU

PekomeHpgauus 4.2.1

[nsa nuy ¢ nogo3peHmemM Ha reMmomMnnio UM AMarHoCTMPOBaHHOWM reMounmMen, NpoxoasaLLUmMX reHeTu4eckoe TectmposaHme, BOIr
peKoMeH1yeT reHOTUNMPOBaTh HYNeBoro nauuneHTa (npobaHaa), YTobbl onpeaenTs 06YCNOBNUBAIOLLYI0 reHeTudeckyo Bapuauumio. KP

PekomeHpauus 4.2.2

[ns obnuraTHbIX HOCUTENBHUL, reMOoMIMKN 1 POACTBEHHUL, BonetoLero npobanaa 13 «rpynnbl pucka» Unm noTeHumManbHbIX
HOCMTENbHWL reModunm BOT pekomeHayeT reHeTMYeckoe KOHCYNbTMpOBaHMe No NoBoay pucka Hocutesnbscrea. kP

PekomeHpauus 4.2.3

[ns Bcex obnuraTHbIX HOCUTENBHUL, reMOMUNNN U POACTBEHHML, NUL, C reMOMINNEN N3 KTPYMbl pUCKa» Uy NoTeHUnanbHbIX
HocuTenbHUL remocunuu BOI pekomeHayeT uamMmepeHue peHoTUNYeckMxXypoBHeii pakTopoBs koarynsauuu. KP
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PekomeHpauus 4.2.4

Onsa Bcex obnuraTHbIX HOCUTENbHUL reMOUIUN M POACTBEHHUL, UL, C reModmnmen n3 «rpynnel pucka» BOIT pekomeHayeT npeanoxunt
reHeTMYecKoe TECTUPOBAHWE Ha paHee BbIIBNEHHYIO reHeTUYeCKylo Bapuaumio B reHe F8 unu F9, kP

PekomeHpauus 4.2.5

[ns XeHLWWH ¢ heHOTUNNYECKN HN3KMM ypoBHeM dakTopa koarynsaumm FVIII unu FIX BOI™ pekomeHayeT npeanoxXuts uccnegoBaHue
reHeTUYeCKOoN/anunreHeTM4ecKon ocHoBbl eHoTuna. KP

PekomeHpgauus 4.2.6

[nsa 6epeMeHHbIXHOCUMTENBHUL Bapuauumn reHoB F8 nnn F9 ¢ nnogom myxckoro nona BOIN pekomeHayeT npeanoXuTb NpeHaTanbHyo
avardocTuky (MHA) ans onpepeneHns Hanuumsa y nnoga remounuu.

* MPUMEYAHVE: ' eHeTUYeCcKoe KOHCYNbTUPOBaHMWE AOMMKHO BKI0YaTh padbscHeHve pucka npoueaypbl NHO ans 6epemeHHocTy. *
MPUMEYAHWE: BaxkHO 3HaTb 1 cobniogaTb Kacatolleecs Takuxnpoueayp COOTBETCTBYOLLEe 3aKOHOA4ATENbCTBO CTPaHbl, B KOTOPON
npegocraenstotca atn yenyrm. kP

PekomeHgauusna 4.2.7

CeMbsIM, X enatoLmm NoAroTOBUTLCS K POXAEHUI0 pebEHKa ¢ remodunuen nnm xxenarLmx npepeaTs GepeMeHHOCTb B crydae
remodounuu y nnoaa, BOIr pekomeHayeT npeanoxunTs npeHatansHyo avarHoctuky (MHA) meToaom 61oncumn BOPCUH XOpMOoHa Unn
aMHuOoLEeHTe3a.

* MPUMEYAHVE: BaxkHO 3HaTb 1 coBMoaaTh 3aKOHOOATENbCTBO, pErynipylolee Takue npoueaypbl B CTpaHe npeaocTasrneHns nogo6bHo
ycrnyru.

* MPUMEYAHME: MTHO MOXeT BblTb NpeanoxeHa Ha paHHUXCcpokax 6epeMeHHOCTH, a Ha NO34HMX CPOKaX - METOAOM aMHUOLIeHTe3a ¢
TeM, 4To6bl COCTaBUTL TaKTUKY BeeHUsl poaoB pebeHka c remodmnuein. kP

PekomeHpauus 4.2.8

[nsa nuy ¢ nogo3peHnemM Ha reMmounuio UM AMarHoCTMpoBaHHOW remocununert BOI pekomeHayeT npoBegeHUe reHeTM4eCKoro
TEeCTMPOBaHNS; MHGOPMaLMS O reHeTUYeCKOoW BapnaLmm MoxeT cnocobcTBoBaTb MPOrHO3MPOBaHWIO pUCKa NOSBEHUS MHIMOUTOPOB,
oTBeTa Ha MHAYKLMI0O MMMYHoToNnepaHTHocTn (MNT), cteneHn TaxxecT deHOTMNA, @ TakKe onpeaeneHmnto BO3MOXHOCTU MPUMEHEHMNS
MeTOO0B reHHOM nHxeHepun kP

4.3 | CTtpaTerusi reHeTMMECKOro TeCTMpPOBaHUsl NpobaHaoB

PekomeHpauumsa 4.3.1

Ons myx4nH-npo6aHaos BOI pekomeHayeT npoBoANTL FEHETUYECKOE TECTUPOBaHME UCXoas u3 6a3oBoro heHOTUMMYECKOTO YPOBHS
hakTOpa KoarynsiLmm, KOTopblii ykasblBaeTHa CTEMNEHb TSXKECTU HapyLLeHUS.

> Y nauuneHToB C Tsxénou remodmnuen A (FVIII:C <1 ME/gn) wnu cpegHeTaxEnoi dopmoi reMmodunumn A ¢ HUXKHUM NOrpaHUYHbIM
ypoBHeM akTueHocTu dpaktopa (FVIII:C 1-3 ME/an) B nepByto odepeb crieqyeT NpoBeCTV aHanu3 MUHBEPCUUN MHTPOHa 22 1 nHTpoHa 1 F8.
o MaumneHTbl ¢ TsHKENoM reModmnument A, y KOTopbiX He 6bi10 06Hapy)XKeHO pacnpoCTPaHEHHLIX MIHBEPCUIA (T.€. UHBEPCU MHTPOHA 22 1
MHTpoHa 1 F8), 4OMKHbI MPOWTUN CKPUHUWHT U XapakTepuaauuio ManbiXxBapuaunii, BKIoYas ogHOHYykNneotnaHble sapuauun (OHB) n
Bapuauunmn manbiX UHCEPLUIA, AyNNnKaLUM NN geneuumn ¢ NokpbiTMem BaxkHbixobnacten F8, B Tom uncrne 26 3K30HOB, rpaHuy,
9K30HOB/MHTPOHOB U HETpaHcnupyembixobnacTten 5' n 3'. Ecnu 1 9Tm TecTbl oKaxyTcs HeMHopMaTBHbIMU, MauMeHTam criegyeT
cAenaTb CKPMHMHI Ha Bapuauuto Yucna konui (BYK), Bkntovas kpynHble geneuun, ynnkauum unm cnoxHele nepectpoiikm F8.

o [ins nauneHToB co cpeaHeTsxeénon (FVIIEEC 1-5 ME/gn) unun nérkown (FVIII:C 5-40 ME/gn) cdopmoi remodmnum A cHavana Heobxoanmo
NPOBECTU CKPUHUHT N XapakTepu3sauuto manbsixBapuauui (T.e. OHB 1 manbix nHcepumii, AynnuKauun unv geneunn) ¢ NoKpbITMeM
BaXxHbIx obracTeri F8, Bkntovasa 26 aK30HOB, rpaHMLIbl 3K3OHOB/MHTPOHOB U HeTpaHcnMpyemble obnactm 5'n 3'. Ecnun amm TecTbl BHOBb
OKaXyTcs HeMHopMaTUBHbIMU, NAUUeHTam cneayeT BbIMONHUTL CKPUHUHT Ha BYK F8.

o [ins BCex nauneHToB c remodunuen B (T.e. nauneHTos c Tsxénon [FIX:C <1 ME/gn], cpepHeTtsxénon [FIX:C 1-5 ME/gn] v nérkon
[FIX:C 5-40 ME/gn] dopmoii remodgunum B) cHayana Heob6xoaumo BeINONHUTb CKPUHWUHT U XapakTepusauuio Mansixsapuauuii (T.e. OHB
N ManbIX UHCEPLUIA, yNnMKaL Wi Unu geneumi) c NoKpbiTMeM BaxkHbixobnacTew F9, Bkntoyasi 8 9K30HOB, rpaHuULbl 3K30HOB/MHTPOHOB 1
HeTpaHcnmpyeMble obnactm 5' u 3'. Ecnv aTu TecTbl NO-NPeXHEeMy OKaXyTCcst HEeMHGOPMaTUBHBIMU, NALMEHTaM CreayeT BbIMOMHNUTD
CKPUHWHIHa BYK F9. KP

4.4 | MeToAbl reHeTU4ECKOM OLEHKMU

PekomeHpaumsa 4.4.1

Ona nuy ¢ Taxénon remocunmen A unu ansa nuu, co cpegHeTsaKenon remogmnmen AC MUHMManbHbIMU OCTAaTOYHBIMUY YPOBHAMM
aKTUBHOCTM dpakTopa Ha HMXHel rpaHuue ananasona (FVII:C 1-3 ME/on) BOI pekomeHayeT TeCTMpoBaHue MHBepCcun MHTpoHa 22 F8 un
MHBEpCcUU NHTpoHa 1 F8 B kayecTBe NepBON NMHUM FTEHETUYECKOTO TECTUPOBaHMS.

* MMPUMEYAHUE: Inst o6HapyxeHNsa HBepcun MHTpoHa 22 F8 u nHtpoHa 1 F8 mMoryt 6bITb MCMOMNb30BaHbl pa3Hbie MeTOAbI B 3aBUCUMOCTU
OT UMEILUMXCHA TEXHUYECKMX HaBbIKOB U PECYPCOB.

* MPYMEYAHUE: Bce pesynbTaTbl AOSHKHbI MOATBEPXAaThCA HE3aBUCMMbIM aHaNMUTMYeCKUM TecTupoeaHmem obpasua AHK. kP
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PekomeHpauus 4.4.2

Onsa nuy ¢ TaxEnon remodmnueii A, y KOTopbix He 0GHapyXeHbl 0BblYHbIE BapuaLunu MHBEPCUM MHTPOHA 22 unu uHTpoHa 1 F8, BOI
peKkoMeHAyeT NONHbIN CKPUHUHT BaXXHbIxobnacTel reHa F8, Bknioyas 26 3k30HOB, rpaHuLbl CMfiaicuHra, NPOMOTOP U HeTPaHCIMpyeMble
obnacmm 5'un 3.

* MPYMEYAHVE: Hanpumep, B 3aBUCMOCTU OT UMEIOLLMXCH PECYPCOB NOMHbLIN CKPUHUHT reHa F8 MoXeT cocTosiTb M3 NonnMmepasHomn
uenHon peakumm (MLP) n cekBeHnpoBaHus no CeHrepy nnm cekseHnposaHuns cneayowero nokonenuns (CCI1). Ecnu pecypcbl
orpaHuyeHsbl, nepef cekBeHmposaHueM no CeHrepynabopatopum MOryT BelopaTe 9KOHOMUYHbIN METO CKPUHMHTA.

* MPUMEYAHVE: [Mpu BbIOOPE aHannTMyeckoro metoga nabopatopumm AOMmKHbl 6biTb MPOMH(OPMUPOBaHLI O €r0 YYBCTBUTENBHOCTU U
cneundnyHOCT N 0 BpeMEHU, Heo6X04MMOM ANs CO34aHus oT4eTa C MHTepnpeTaumen NonydeHHbIXaHHbIX.

* MPUMEYAHVE: lMpun aHanu3e Bapnaumii, 06HapyKeHHbIXMeToA0M CekBeHUpoBaHusa no CeHrepy, Hannune BapnaLmmn AOMKHO ObiTb
NOATBEPXAEHO Kak BHanpaeneHun 5' (npsamom), Tak n 3' (o6paTtHom), 0COBEHHO y reTEPO3UTOTHLIX HOCUTENbHUL. .

« MpuMevaHue : Bce pe3ynbTaTthl LOMKHbBI NOATBEPXKAAThCA HE3aBUCUMbIM aHanMTU4YeckuM TecTupoBaHmem o6pasua AHK. kP

PekomeHpauus 4.4.3

Ons nuy c remodmnueii B BOI pekomeHayeT NOMHbI CKPUHUHT BaxkHbixobnacTten reHa F9, Bkntoyasn 8 3k30HOB, rpaHuLbl CrinancuHra,
NpPoOMOTOpP U HETpaHcnMpyeMble obnacm5'n 3'.

* MPUMEYAHUE: HanpuMep, B 3aBUCMMOCTM OT Hanu4nsi pecypcoB, MNOSMHbIN CKPUHWUHT reHa F9 MoKeT BKNoYaTe NONMMeEpPasHyo LIEMHY0
peakuumto (MLP) n cekBeHnpoBaHme no CeHrepyunm cekBeHMpoBaHue crneayoilero nokonexnna (CCI). Ecnu pecypcbl orpaHnyeHsl,
nepepn cekBeHnposaHuem no CeHrepynabopatopunm MoryT BelopaTb 9KOHOMUYHbBIA METOL CKPUHMHIA.

* [IPUMEYAHVME: [Npu BeIOOpe aHannTMyeckoro metoaa nabopatopumn JOmMKHbI 6bITb NPOMHEOPMMPOBAHBI O €r0 YYBCTBUTENBLHOCTU U
cneumUYHOCTM U 0 BpeMEHU, HeobxoAnMOM ANns co3aaHus oTyeTa ¢ MHTepnpeTaumnen Nonyd4eHHbIXAaHHbIX.

* MPUMEYAHVE: Mpun aHann3e Bapnaumit, 0bHapyKeHHbIXNPY MOMOLLM CEKBEHMPOBaHUs No CeHrepy, Hanuune Bapmnaunm 4OIMKHO ObiTb
noaTBepXAeHO Bobomnx HanpaeneHnsax: 5' (npamoe) n 3' (obpatHoe), 0COBEHHO Y reTEPO3UTOTHBIX HOCUTENbHULL.

* MPYMEYAHUE: Bce pe3ynbTaTbl A0SHKHbI 6bITh MOATBEPXKAEHbI NYTEM HE3ABUCHMOTO aHaNUTUYECKOro TeCTMpoBaHus obpasua JHK. KP

PekomeHpauus 4.4.4

Onsa nuy ¢ remodmnueit A nnu B, y KOTopbIX aHanu3 MHBEPCUIA UM NOJTHOE CEKBEHMPOBaHWE reHa He obHapyxunu sapuauun, Bor
pekoMeHayeT NpOBECTU NCCNeaOBaHNE Ha KPYMHbIE AeneLmy unv aynnmkauumn.

* MMPUMEYAHUE: AHann3 Bapuaumm yucna konui (BYK) moxxeTnpoBoaMTbCS € MCNOMb30BaHMEM PasnYHbIX BanvaMpoBaHHbIXMETOO0B B
3aBVICMMOCTV OT UMeLMXCA B nabopaTopmm pecypcoB. Micxoas n3 npakTMyecKkuxorpaHu4yeHun metoaa, pesynbTaTbl 4OHKHbI MO
BO3MOXHOCTN NPEA0CTaBNSATLCA C OLLEHKOW BEPOATHOCTY OLLMOBKM.

* MPUMEYAHVE: Bce pesynbTaTbl 4OMMKHbI MOATBEPXKAAThCSA HE3aBUCMMbBIM aHaNMTUYECKUM TecTMpoBaHem obpasua [JHK . kP

PekomeHpauus 4.4.5

Mpw npoBeaeHUN NnpeHaTanbHoOro TectuposaHusa BOI pekomeHayeT nposepaTe o6pasel nnoga Ha KOHTaMUHALMI0 MaTePUHCKON
KPOBb 0.

* MPYMEYAHVE: B 3aBUCMMOCTM OT HANNunsi TeXHUYECKNX HaBbIKOB M PECYPCOB 41151 TECTUPOBaHUA Ha KOHTaMUHAaLWIO MaTePUHCKON
KPOBb 0 MOTYT ObITb UCMOMb30BaHbI Pa3nnyYHble MeToAbl. Hanpumep, MOXHO MCNONb30BaTe MHOXECTBEHHbIE ayTOCOMHbIE MapKEphI
KOPOTKMXTaHAEeMHbIX noBTopoB (KTIT).

* [MTPUMEYAHME: Mpu BeIGOpE aHanMTMYeckoro metoaa nabopaTtopum 40K Hbl 6bITe NPOMHGOPMMPOBaHbI O €0 YyBCTBUTENBHOCTU U
cneundMUHOCTA U O BpeMeHU, HeoBX04MMOM AJ1S CO34aHns oT4eTa C MHTepnpeTaumen nosydeHHbixdaHHbix. kP

4.5 | Knaccudmkaumsa n onmcaHve Bapuauum

PekomeHpauusa 4.5.1

B®I pekomeHayeT NpoBOANTL KraccudumkaL Mo Bapmaunin B COOTBETCTBUMN C « PekoMeHaaumamm AMeprKaHCKON KOnnermm meanuuHCKon
reHeTVkn u reHoMukn (AKMI)».

* MMTPUMEYAHME: ClinGen — pecypc, dmHaHcnpyembin HaumoHanbHbIMY MHCTUTYyTaMu 3apaBooxpaHeHnst CLUAM noCBSILLEHHbIV CO34aHMI0
LlEeHTpanbHOro UCTOYHMKA A115 OnpeaeneHns KIMHAYECKOM peneBaHTHOCTV FTeHOB U Bapuaumii, copMurpoBasn MexayHapoaHbI i
3KCNEePTHbIN KOMUTET NO NpuMeHeHnio « PekomeHaaunn AKMI » k Bapuaumam reHoB F8 n F9, koTophklli B CBOK o4epeab Npu3BaH co3aatb
6onbLie peKoMeHaaLmin HenocpencTseHHO no remodmnuu. kP

PekomeHpgauus 4.5.2
Bl pekomeHayeTonucbiBaTb BapuaLlum, Ucnonb3ys HomeHknarypy O6lectsa Bapuauuii reHoma Yenoeeka (OBMY). kP

4.6 | OT4éTBLI C UHTEepNpeTauMen pe3yrnbTaToB

PekomeHpaums 4.6.1

B®I' pekomeHayeT, 4ToObl OTYET C MHTEPNPETaLMEN Pe3YrbTaToB BKItoYarn
> MiHdopMmauumio o naumeHTe, B Tom yucrne U0, paty poxaeHuns, PO meauka, HazHaumBLero aHanu3, AaTty 3abopa o6pasua, anarHos,
VCXOAHbIN YPOBEHb aKTMBHOCTU (DaKTOpa U KIIMHNKO-reHeanormyeckoe NCCcneaoBaHue;
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> OnncaHne aHanuaa(-oB), CCbIIKM Ha NuTepaTypy (eCnu 3T0 NPUMEHKNMO), OFPaHNYEH NS TECTUPOBaHMWSA U pedepeHTHYIO FEHOMHYIO
nocrnegoBaTenbHOCTb, UCMONb30BaHHYIO NPy aHanuae

o PesynbTaTthl, BKNoYasi Bapnauyuio(m) OHK B cootBeTCTBMM € HOMEHKNaTypoi O6Lectsa BapuaLumii reHoMa vyernoseka (OBIMY) u
Knaccudmkaumen Bapuarmin AMepruKaHCKOW KONermn meanuuHCKon reHeTmkm u reHomumkn (AKMI); a Takxe

> MIHTepnpeTauuto pe3ynbTaTtoBTECTa B hopmaTe, NpUEMIEMOM AN HA3HAYUBLLETO UCCeOBaHNE MeanKa, Npu HanMunMm nokasaHui
BKITHOYAIOLLY0 PEKOMEHAALMMN NO AanbHEeNWeMY TECTUPOBAaHUIO, pa3bsACHEHME AN NaLUEHTOB U YIIEHOB UX CEMEN pe3ynbTaToB TecTa 1
3HaYeHUs reHeTUYECKOro KOHCYNbTUpoBaHus kP

PekomeHpauus 4.6.2

[nsa Bcex 0TYETOB C MHTEpPNpeTauuen pe3ynbTaToB BCEM NMLAM, NPOXOASLLMM reHeTMYecKkoe TeCTupoBaHue Ha remodunuio, BOr
pekoMeHayeT, 4ToObl HA3HAYUBLLMIA UCCNEA0BaHME MEAVK U AeNaloWmMin OTYET nccrnegoBaTenb Npy HEOOX0AMMOCTM BbINK AOCTYMHBI AN
06Cy)KAEHUSA MOTEHUMATbHBIX (PEHOTUMNYECKMX NOCNEACTBUI yCTaHOBNEHHOro reHotuna kP

4.7 | CtpaTerusi AencTBUMM B cryvyasx, korga obycnoBnuvBalowas Bapuauusa He obHapyXeHa

PekomeHpauma 4.7.1

Onsa nuy ¢ YETKo NoATBEPXKAEHHBIM ANArHO30M reModmMm, Ho 6e3 06HaPYKEHHBIX MM ELLMMUCA ANarHOCTMYECKUMU MeToAaMun
reHeTn4YecKoro TectTupoBaHus Bapuaunn F8 unu F9 BOIT pekomeHayeT paccmoTpeTb Apyrne reHeTu4eckme NnpudnHel (Hanpmmep,
rnybokue MHTPOHHbIE Bapuauum).

* MPUMEYAHVE: OXXungaeTcs, 4Tto B Heganékom byayluem nmeroLmecs MeToAbl TECTMPOBaHMWS YyCOBEPLLUEHCTBYOTCA M BydyT BkNoyaTb
cekBeHupoBaHue crneayollero nokonexnusi (CCI)n nonHoreHoMHoe cekBeHnposaHue (MIFC).

* MPUMEYAHVE: MeToabl CCIum MNIC 4omkHbI NPUMEHSTECS MULLIL NOCHe TOro, Kak OyaeT ycTaHOBMEHO, YTO MEeTO4 MOXeTonpeaenuts
CTpYKTypHble Bapuauuu. KP

PekomeHpauus 4.7.2

[nsa poacTBEHHUL NNL C reMOoMnneit M3 «rpynbl puckay,y KOTopbIX CTaHAAPTHbIE METOAbI FeHETUYECKOMN AUarHOCTUKMN HE BbISIBUNK
cemelHbIXxBapuaumnii, 0COOEHHO NS XEHLUMH C 0AHUM pebéHkoM cremodmnmeint, BOIN pekomeHayeT paccMoTpeTb M 06CyanTs npu
reHeTUYEeCKOM KOHCYMb TMPOBaHMK BEPOATHOCTL Mo3aunumama. kP

PekomeHpauus 4.7.3
Ons nuy c remodmnuent A, y KOTOPbIX NyTb HACNEeA0BaHMWSA HE SICEH, N Y KOTOPbIX COBPEMEHHbIE METObl ANArHOCTUKM HEe OBHapyXunm

MHBepCUu unu sapmaumm, BOIr pekomeHgyetnccneaoBaTs BO3MOXHOCTb APYTMX MOTEHLMANbHbLIX ANArH030B, BKNovas 6onesHb oH
Bunne6panaa (6B) Tvna 2N, kom6uHupoBaHHbii Aedmumnt FV u FVIIL unu gpyrne tunel BB. KP

PekomeHpauua 4.7 .4
[nga cumnToMaTMyYeCKMX XK EHLLUMH C (PEHOTUNUNYECKN HU3KMM YpoBHEM chakTopa koarynsaumm FVIII unu FIX, y koTopbixoOHapyxeHa

TONbKO 0fiHa naToreHHas Bapuauus, BOI pekomeHayeT npoBeAeHUe UccrneaoBaTeNbCKUXTECTOB Ha NaTTepH MHaKTMBaLUum X-
XPOMOCOMbI, €CIIN 3TO BbIMOMHUMO B MECTHbIX ycriosusx. KP

4.8 | ObecneyeHune KayecTsa

PekomeHpauusa 4.8.1

Bl pekomeHayeT, UTobbl reHeTUYecKne AnarHocTuieckme nabopaTopum NpoxXoannm Nepuoanyeckylo akKpeamuTaLmio B yTBe P AEHHON
opraHvsaumu, npu Hanuymm takoson. kP

PekomeHpauus 4.8.2

B®I pekomeHayeT nabopaTopusim perynsipHoe NpoBeieHne BHYTPEHHEro KOHTporns kavecTsa (BKK) reHeTMUYeCKUX aHanM3os ¢
peructpaumei peaynbTartos. kP

PekomeHpauusa 4.8.3

B®I' pekomeHayeT, uTobbl Nabopatopun ysacteoBanu B CucteMax BHelLHen oueHky kadectsa (CBOK) no BeINONHAEMbIM Y HUX
reHeTYeCcKnm aHanuaam.

* MPUMEYAHME: Yuyactne B CBOK obecneunBaeT TOHHOCTb M HAAEXHOCTb aHanM3oB. OTO MOXHO cAenatb Kak NyTéM y4actns B
odmunansHon CBOK, Tak 1 yepes HeodmumanbHbin 06MeH obpasuammu mexay nadopatopusmu. kP

KP, koHCeHcycHble pekomeHaaummn, PB dakTop Bunnebpanga; CCI1 cekBeHMpoBaHyWe cneaytollero nokonenus; NHA npeHatansHas
anarHoctuka; AT nnaykumnsa nmmyHHo TonepaHtHocty; BUK Bapmnauyus uicna konuii; OHB ogHoHykneotuaHble Bapuaumm; AHK
ne3okcnpnboHyknemHosas kucnota; MNUP nonumepasHas uenHasa peakums, KT kopoTkue TaHaeMHble NoBTopbl; AKMIT
AmepurKaHckasa Konnermsa MeguumMHCKon reHe Tk n reHomukn; OBIMY O6Lwecteo Bapuaunmn reHomadvenoseka; INlrC nonHoreHomMHoe

cekBeHunpoBaHus; BKK BHyTpeHHuUI koHTponb kavecTtBa; CBOK cucTeMbl BHELLUHEN OLeHKM KayecTBa c ala
TpaHuua

ObpasoBaTenbHble MaTepuarsl 6binun coctaBneHbl Grnarogaps nogaepkke opraHmsaumm "Temodmnus - AnbsHc".
C pononHutenbHon uHdopmauuei o "PykoBoactee BPIM no neyeHnto remodmnun" MOXHO o3HakoMuTbecs Ha cawite: www.WFH.org/ TGResourceHub

PYKOBOACTBO B®I MO JIEYEHUIO TEMO®UITUA 3-E USOAHUE




