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B Hacrosimed MHCTPYKLHMH 10 INPUMEHEHUIO (Jajlee — HHCTPYKLHS)
M3JI0’KeHa I10CJeJ0BaTeIbHOCTh JEHCTBHA 10 BBIABICHUIO IIALIUEHTOB
JIETCKOTO BO3pacTa ([ajee — MALMEeHTOB) C TsDKeNoW reModuinen A,
MMEIOIINX BBICOKYIO BEPOSITHOCTD MOSBICHUS [1ATOJIOTHYECKUX HHITUOUTOPOB
CBepTHIBAHUSL KpoBU. MHCTpykiMs npeaHasHaueHa MAJis MCHOJIb30BAHHA B
KOMIUIEKCE  MEAMIMHCKMX  YCJyl, HalpaB/JeHHBIX Ha  BbISIBJIEHUE
UHruOuTOpHOM (Qopmbl  3a0ojeBaHMsl Cpeau TAlMeHTOB C  TSDKeJoM
reMopuiInei A.

Hacrosiiiiast MHCTpyKUMsI IpeJHa3HadeHa A8 Bpaded jabopaTopHON
IHarHOCTUKH, Bpayen-reMarooroB, Bpauen-eIMaTpoB, a Takxe s ApyTrHx
Bpaveili-CIIeIMajIuCTOB, OKa3bIBAIOIIMX CIIeLIMAIM3UPOBAHHYIO MEIULUHCKYIO
MOMOLIL IALHeHTaM C BPOXKACHHBIM AepuuUATOM (aKTOopa CBEPTHIBAHUSA
kposu VIII B yCIOBHSIX opraHu3anui 3ApaBOOXpPaHEHUs

III u IV TexHonornyecKkux ypoBHeH OKaszaHUs MeIULIUHCKON IIOMOIIY.
MOKA3AHUSA K IPUMEHEHUIO

Bpoxnennsiit nepunur daxropa VIII (remopumus A) (MKB-10 D66) y
nanueHToB ¢ 0a3oBoif akTUBHOCTBIO (aktopa VIII He Oonee 0,02 ME/mn
(2,0%), umeromux B aHamHe3e He Oosee 50 gHell BBeneHWs Ipenapara

KoHueHTpara (pakropa ceeprreiBanus kposu VIII (KOCK VIII).
NPOTUBONOKA3AHUA K IPUMEHEHUIO
[IpoTBONOKa3aHUM K IPUMEHEHHUIO HET.

OIMNCAHME TEXHOJIOI'MM NUCIIOJIB30OBAHUSA METOJIA

Jran 1: V manueHToB ¢ BpoxAeHHBIM JepuuutoM ¢akropa VIII
(remopmms A) (MKB-10 D66) mnpu mnokazareiie 6a30BOiM aKkTHBHOCTH
¢dakropa VIII e 6onee 0,02 ME/ma (2,0%), uMeroliux B aHaMHe3€ He Ooliee
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50 1Heii BBeJeHHMs Ipenapara KOHLEHTpara (hakTopa CBEpPThIBAHHA KPOBU
VIII (KOCK VIII) B coorerctsun ¢ [punoxenneM 1 k JAHHOH MHCTPYKLHH
BBLITIOJIHSIIOT MOJIEKY/IsIpHO-TeHeTHYeckoe Heeae oBanue rena pakropa 8
(F8) ¢ LeJIbI0 ONpe/eNeHts BEPOSTHOCTH BO3HMKHOBEHHS MATONOrMHYECKIX
MHIHOUTOPOB CBepPTHIBaHUS KpoBHU. MccreoBanKe MOBTOPHO HE IPOBOANTCA
Opy HAIMYMKM Yy [AlUeHTa pPe3y/bTaToOB  MOJEKY/SIPHO-TEHCTHHECKOTro
aHanu3a resa 8.

S9ran 2: Ha OCHOBaHWM pe3yJbTAaTOB MOJICKYJISIPHO-TCHCTUIECKOTO
UCClIeJ0BaHUs PHCK IMOABJICHUA NaTOJOIHYEeCKUX HHFH6HTOp0B CBEpPThIBAHHUA
KPOBH OIpe/Ie/IsioT Kak HU3KHWil WM BBICOKHH (HM3Kas MM BbICOKAA
BEPOATHOCTH BO3HUKHOBEHHsI HHIHOUTOPOB, COOTBETCTBEHHO):

1) K rpynne HHM3KOro pucKa BO3HUKHOBEHHS HHTHOUTOPOB OTHOCAT
[AIMEHTOB C HEHYJIEBbIMY MyTALlMAMU rena F8: MIHCCeHC-MYTalliy, My TalliK
B HEKOHCEpBAaTMBHBIX YYacTKaX CaiTOB CIUIAHCHHIA, HeOonblIKE AeNeluU
oM uHCcepuud BHYTpU Poly-A perMoHoB, NpH KOTOPBIX H3-3a CHHTE3a
HEKOTOPOro  KojuuecTBa Oenka BO3MOXKHO — OIpENENCHHe CHHXCHHA
aktuBHOCTH (hakTopa VIII B KpoBHU NalUeHTa.

2) K rpynne BbICOKOT0 pHCKa BO3HUKHOBEHHUS HHTHOUTOPOB OTHOCST
MAIMeHTOB ¢ HYJIEBBEIMH MyTamusMu F8: umBepcus 22 u 1 MHTpOHA,
GOJBIINE JIeJIelUd, HOHCEHC-MYTallii, HeOOJIbIINE eI U MHCEPLIMH BHE
Poly-A peruoHOB, a Tak)Ke MyTaluH B KOHCEPBAaTHUBHBIX y4aCTKax CalTOB
crutalicunra. Y MamueHToB ¢ epeYrcIeHHbIMUA FTeHeTUHYECKUMH aHOMATTMSAMHU
AKTUBHOCTDH (hakTopa cBeprhiBarusi VIII B KpOBM HE JOCTHIraeT MOPOrOBOM
4yBCTBUTEIBHOCTH METO/Ia ONpe/IeICHUS.

ran 3: [larueHTaM NPOBOAAT MEAULUUHCKYIO POQHIAKTHKY Pa3sBUTHS
HHIUOUTOPHOH (GopMbl reModuInM A ¢ HCIOJB30BaHHEM KOHUEHTpAaTa
dakropa cBepreiBanus kpoBu VIII (KOCK VIII) B CcOOTBETCTBHH C

uncrpykuueit  npomssomutenss  KOCKVIII  u  MOCTaHOBIECHHEM

~
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MuHucrepcTBa 3ApaBOOXPAHEHUS PecnyOnnku benapyce
ot 29.07.2022 r. Ne80:

1) TlammeHraM rpynmbl HH3KOro PpHCKa BHYTPHBEHHOE BBEICHUE
KOCK VII nng MeIMuMHCKOH Npo(QuIakTHKM PasBUTHA HHTHOHTOPHOM
dbopmel reModuanU A OCYILIECTBIIsIETCA B OJAHOKpaTHOM no3e 25-30 ME/kr
eXeHele/IbHO B TeyeHue 50 Heelnb.

2) llaumweHtaMm rpynnbl BbICOKOIO PHCKA BHYTPUBEHHOE BBEJEHUE
KOCK VII gna menununckod npoHIakTHKM pa3BUTHsT HHTAOHTOPHOM
(opMbl reMOGUINUA A OCYIIECTBIAETCS B OJHOKpaTHOH noze 10-15 ME/ke
excenedenbHo 6 mevenue nepevix 19 nedens. Hauunasg c¢ 20-H Henenu
BBesleHUs, exxeHenenbHyo 103y KOCK VIII ysenuuuBarot g0 25-30 ME/kr
M, T[pUd OTCYTCTBHM  OCJIOKHEHMH, IpPOAODKAIOT  MEIUIUHCKYIO
npoduaakTHKy 10 S0 HeIeau BKIIIOUUTEIILHO.

JIsiss KOHTpPOssT MEJUUUHCKOH MPOQUIAKTUKA UHTUOUTOPHOU (GOpPMBI
remMmopuiaun A U CBOEBPEMEHHOTO BbIABJICHHS BO3MOXHBIX OCIIOKHEHHM, ¥
MALMEeHTOB HE3aBUCUMO OT IPYIIbl PUCKA Mepes] O4YepelHBIM BBEIECHHEM
K®CK VIII na 5, 10, 20, 30, 40 u 50-it Henene (duxcupoBaHHbIC IHH
BBEJIeHHS]) MEIUIMHCKON NMPOQUIAKTUKU MAlUEHTY IPOBOJIAT MOHHUTOPUHIL
OCTaTOYHOW aKTUBHOCTU (axTopa cBepThiBaHus KpoBu VIII m ompenensitor
TUTP UHTHOUTOPOB K pakTopy cBepThiBanus kposu VIII, onpenensiior TuTp
UHTHOUTOpOB K (akrtopy cBepTbiBaHusS KpoBH VIII u peructpupyrot
noKa3aTe/lb BOCCTAHOBJIEHMsI KOAryJIsIIMOHHOM aKTHBHOCTH, paBHbIH
OTHOIIEHUIO BEJIMYMHBI JOCTUTHYTOW KOAryssifUOHHON aKTUBHOCTU KPOBU
naunenTa (%) k konuuectBy BBeaeHHOro K@®CK VIII Ha eauHuLy Macchi
tena (ME/kr).

Turp unruburopos menee 0,6 BE/Mi 1 yBenmuueHue mokasaress
BoccTaHoBNIeHUsT 1,5% /ME - xr! u  Gomee  CBUAETENBCTBYIOT O

COOTBECTCTBHH KOoaryJisiiluOHHOI'O OTBETa KOJIHYECTBY BBE€IEHHOI'O
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K®CK VIII, 4yTo siBisieTcss OCHOBaHUEM [JIA IMPOJOKEHUS MEAUIMHCKOM

npoGUIaKTHKH HHTUOUTOPHOW (OopMBEI 3a00JieBaHUS B COOTBETCTBHHM C

IpyIIIOoN pucKa pa3BUTUs MHTUOUTOPHOMI (POPMBI.

BosmoikHbI€ 0C/I07KHEHUA U IIYTH HX YCTPaHeHHUs

1) B ciuyyae BbisiBIeHHS (B (QUKCUPOBAHHBIE [IHU BBEJICHHUS)
UHruouTOpoB K (akropy ceeprbiBanus kpou VIII B tutpe 0,6 BE/Ma u
Oonee, wWIM B cllyyae CHUXKEHHS  IoKaszarejss  BOCCTaHOBIICHUS
KoaryJssLlMOHHOW  akTuBHOCTU (pakTopa VIII B KpoBH ManueHTa IOCIe
BBEJICHHS OYepeIHON npoduiakTuyeckoit 1036l 10 1,4 % / ME kr'! u menee
BBIIIOJIHSAIOT MOBTOPHOE OIpEIesIeHue TUTpa MHTMOUTOPOB M PETUCTPALUIO
IpUpPOCTa  KOAryJsLMOHHOW aKTMBHOCTH HA OYepeJHOE BBEJICHUE
npodunaxtuueckoit mo3pt KOCK VIII uepe3z 1 Hememto, He3aBUCUMO OT

STana MeJUIHHCKON NpoQUITaKTUKH.

2) IloBTOpHOE BBIsIBIIEHNE HHTUOUTOPOB K (haKTOPy CBEpPTHIBAHUS KPOBH
VIII B tutpe 0,6 BE/Mi1 u Oonee u/uin cCHUKEHUE KOATYJISIIMOHHOIO OTBETA
g0 1,4 % / ME+ kr'! ¥ MeHee SBISETCS OCHOBAHMEM JUIA MPEKpALIEHMs
[IpOBeJeHUsT MeJUUMHCKONW 1npodunaktuku. Ilanmenta nepeBoasT Ha
BBEJIEHUE [IpernaparoB ¢ IIYHTUPYIOIIUM MeXaHHU3MOM JeHCTBUS MU
OIpenessIioT JajlbHelIIyl0 TakTUKY B cooTBeTcTBHH ¢ IlocraHoBnennem
MunucrepctBa 31paBooxpanenust Pecny6muku bemapycs ot 29.07.2022 r.

Neg0.



IIpunoxenne 1
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[IpoBeaeHue Mo/1eKy. ISIpHO-TeHETHYECKOT0 HCCJIEe0BAHNS
AJ151 OTIpe/Ie/IeHUsI BEPOSITHOCTH PA3BHTHSI HHTHOUTOPHO# hopmbl
3200JIeBaHMsl Y IAIHEHTOB ¢ TszKeN0ii reModuiueii A

OGopy/10BaHHEe, pacxoJHble MaTepHaJbl H PeareHThbl

I. PacxoaHble MaTepHalbl:
[lepuyaTku pe3uHOBBIE/TATEKCHBIE.
Jlesunpuuupyomui pacTpop.
EMKOCTB TSl YTHIM3AIMY OTXOI0B U Je3Cpe/ICTRa.
ItatuB a1t npoOUPOK, OXJIAXKAAIOIMIUN ITATUB 7151 TPOOHPOK 00BEMOM
1,5-2,0 Mt u 0,2 Mk
Jlozatopsl ¢ nepeMeHHbIM 00beMoM 0,5 — 10 mkm, 5-50 mxm, 20 — 200
MKJL.

. OHOpa30Bble HAKOHEYHHUKHU ¢ GHILTPOM K g03aropaM oobemom 0,5 — 10

MK, 5 — 50 Mxi, 20 — 200 MK
IIpobupku o6vemom 0,2 M, 0,5 mi, 1,5 M.

. JlucTunnupoBaHHas BoJa/1eMOHU3NUpOBaHHAs BOJIA.

N LW~

0.
L.

I1. O6opynoBanue:
Tepmouerikep.
[enTpudyra ¢ oxyaxIeHUEM.
LlenTpudyra-soprexc aj1ss MUKPOITPOOHPOK.
Tepmouuknep.
ITeus CBY.
Kamepa 11 ropu30oHTaIBHOTO 31eKkTpodopesa u 070K MUTAHUS.
Cucrema resb 10KyMEHTHUPOBAHHA.

III. PearenTsr:

10x Oydep st noauMepassl.

agHT® 2 mM.

Taq-nonmmepasa ropsiuero crapta (5 en/miin).

1x TAE 6ydep.

Arapo3sa a7s anextpodopesa.

Druanym OpoMHu.

Mapkep MOJIEKyIsIpHbIX Macc.

Cnernuduyeckue npaitmeps! (tabmuna 1, Tabnuia 4).

Jluraza T4 u Gydep.
Pectpukrasa Bell u 6ydep.
Jumernncynsdokeun 10%




MaTtepuan 115 uccaeT0BaAHNS

MarepuanioM i HcceoBaHUA ABIAETCS Tepudepuyeckas KpoBb
nauueHTa B oobeme 2-10 mu1 B npobupke ¢ antukoaryiasarom K23/TA.
MononykieapHble KJIETKH NepU(PEpHUUECKOll KPOBH BBIAEIAIOT CTaHAaPTHBIM
CIIOCOOOM Ha TpaJiMeHTe IIOTHOCTH.

Irerpakuusi reaomuoii JJHK

I'enomuyio JHK Beigensior  meronoMm  GeHOI-XJIOpOGOPMHOM
IKCTPAKIMH U3 TIOJYUYEHHOM CYCIIeH3UH MOHOHYKJICAPHBIX KIIETOK.

Ilopsinok nmpoBegeHHS MOJIEKYJJISIPHO-TeHeTHYECKOr0 aHAJIN3a

VY 45-50% nauueHTtoB c Tsokeaoi GopMoit reMoGUIHA A BBISABISIOTCS
vuHBepcuu 22 win | uHTpoHOB reHa £8. B cBsi3u ¢ 5TUM, BceM MallUEHTaM ©
TSDKEJI0M (OpMON reMOGUINH A BBINOJHSIOT NPEICKPUHUHT HA HATAYUE
uHBepcuu 22 u 1 UHTPOHOB reHa F§ meronom uHBeptupoBaHHOH [P u
mynsturuiekcHon [P, coorBeTcTBEHHO.

Jlanee BceM mnauueHTaM ¢ Tsbkenod Qopmoit remodbunuun A, B
oOpa3liax KpoBH KOTOPHIX MeToaoM MyJjbturiiekcHoi IILP u meromom
unBeptupoBaHHoi I[P wuBepcuun 1 u 22 uHTpoHOB reHa F8 He ObLIO
BBIAB/ICHO, MPOBOJAT MCC/IeJOBaHME BCEX 3K30HOB M IPUIETAKOLIMX K HUM
PErHoHOB cCIulalic-callToB reHa F8 METOJOM KanWUIAPHOTO WIH, NPHU

HaJIHYHH BO3MOXKHOCTH, BhICOKOIIPOU3BOAUTEIIEHOTO CEKBEHUPOBAHHA.



1. IIpoBegeHHe MyJIbTHIIEKCHOH IOJIUMePa3HOM LIEITHOH peakuHn
(IILIP) noist BuIsiBJIeHHSI HHBepcHii 1 nHTpoHa rena F§

Jlst BoIsIB/ICHUS MHBEpCUit | HHTpOHA reHa F8 B Mynabtumnexcuoii TP

HCIIOJIb3YIOT ITpaiMepsl B COOTBETCTBUM C Ta0nuuen 1.

Taobmuua | — llocnenoBareapbHOCTH MIpaiiMepoB /i CKpUHMHIA UHBepcun 1

UHTpOHA rena 8

Haspanwe npaiimMepa IocnenoBarensHOCTE MpakiMepa, 5' — 3' ]
Int1h-9F GTTGTTGGGAATGGTTACGG
Int1h-2F GGGAGGGATCTTGTTGGTAAA
Int1h-9cR CTAGCTTGAGCTCCCTGTGG
Int1h-2R TGGGTGATATAAGCTGCTGAGCTA

Hns nposeaenns [P rotossit 2 [1LIP-cMecH, 1711 OCHOBHOTO TecTa —

Mix1, a s kommuiemeHTapHOrO — MiX2, B COOTBETCTBHMH ¢ Tabnuiei 2.

Tabnuua 2 — Cocrar cmeceil st CKpUHUHTA HHBepCcHK | MHTpoHa reHa F8

B Pearent TTL{P-cmech Mix 1 TIL[P-cmecs Mix 2
Ha | peaknuio (MK) Ha 1 peakmmro (MKIT)

10X 6ydep a5 moaHMEpasbl 2.5 2.5
2 MM gHT® 2.5 2,5

 Tag-monmmepasa ropsyero crapra 0,125 0,125
Ipaiimep Int1h-9F 0,125 0,125
ITpaiimep Intl1h-2F 0,125 0,125
ITpaiimep Int1h-9¢cR 0,125
ITpaiimep Int1h-2R _ 0,125
JuMetuicyishoxena (10%) 1 1

| IeHOHH3UPOBAHHAs BOJA 11,5 17,5

| Veveen 24 19 |

B mukponpoGupku packamnsiBatroT mo 24 M kaxaoi us ITIP-cmecu
Mix1 u Mix2 u BHocsat no 1 Mk JIHK (C=100 Hr/Mki1), nepeMeiinBaoT U
OCaX AT Ha HEHTpUdyTre-BopeTeKe, MPOOUPKHU CTABST B aMIUTH(GUKATOP 110

creaytouien nporpamme aMmmnukamnuu (tadiauna 3).



Tabmuua 3 — Ilporpamma amIuiuduKaluu IJs BbISBICHHS HHBepcHH |

MHTpOHA reHa F§

[ Kommwectso muknos | Tewmeparypa Bpews ]
1 [ 9590 | 3 MHH 1
35 | 95°C B 30 cex
_6C 1 30 cex
12°C B 2 MHH
1 e T2 C ( 5 MuH
L1 oo 12°C | o ]

[TpoaykThl ammuduKanuy BU3yaausupyor B 1,5%-oM arapo3Hom resne
U apXUBHUPYIOT C [IOMOIIBI CUCTEMBI eJIb-TOKYMEHTHPOBAHMUSL.

Wutepnperanus pesyabtaTo IIIIP na nusepcnio 1 uarpona F8§

WuTtepnperaiiss OCHOBaHAa Ha HaJIMYMM (DParMEHTOB ONpPeIeICHHOM
InuHblL. Pasmep onpezelssieTcs ¢ UCIOIb30BaHWEM CTaHAApTHOrO Mapkepa
MOJIEKYJISIpHBIX Macc.

[Tpu orcyrerBuM B oOpasue [IHK umuBepcuum 1 mHTpOH2Z B OCHOBHOM
[TI{P-tecTe Bu3yamusupyetrcs ¢parmeHT muHOM 1,5 ThIC..0. Hamuuwme
HUHBEpPCUU | MHTPOHA B I'eMH3MIOTHOM COCTOSHMM B OCHOBHOM III[P-Tecte
MOATBEPIKIAETCS HaMMuueM GpparMeHTa AIuHoM — 1 Thic.11.0.

B xommiementapHoMm IIIIP-tecte Hammume wunBepcuu 1 wuHTpoHA
onpezensieTcss GparMeHToM JIMHON — 1,5 ThiC.11.0. OTCYTCTBHE MTEPECTPOUKU

noATBepikaaeTcss GparMeHTOM JJIMHOU | ThIC.11.0. (PUCYHOK 1).
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Pucynok 1 — Pesynerat I11P npu BeisiB1eHun uaBepeun 1 uHTpoHa reHa F§
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2. Ilposenenme wunBeprupoBanHoii IIIP jusi  BbIsBIEHHSA
HHBePCHH 22 HHTpOHa reHa I8

I'enomuyro JIHK manmenTta rnoaBepraroT peCTPUKLHU C PECTPHUKTaA30i
Bell ans nosmyyeHHs «IUINKHAX KOHLOB» C IOCIAEAYIOLIMM JIMTHPOBAaHHEM
T4 nurazoif g monydeHWs KoONbUEBBIX ¢parmeHToB. [lasiee mpoBOAST
aAMIUTH(UKALUIO KONBLEBBIX (ParMEHTOB C KCHOJIB30BAHMEM MpPaiiMepoB B
COOTBETCTBHHM C TalOuLiei 4.

Tabmuua 4 — [TocneoBaTensHOCTb NpaiiMepoB Ul CKPUHHHTA HHBEPCUH 22

MHTpOHA reHa F§
Hazpanwe npaiimepa IocenoBarensHOCTD MpaiivMepa, 5' — 3'
B U CCTTTCAACTCCATCTCCAT
2U B ACGTGTCTTTTGGAGAAGTC -
L 3U CTCACATTGTGTTCTTGTAGTC
ID ACATACGGTTTAGTCACAAGT |
ED i TCCAGTCACTTAGGCTCAG

Jins npoenenus [P rotossr 2 I1L{P-cmecu, nnst ocHOBHOro Tecta —

Mix1, a is KoMIieMeHTapaoro — Mix2, B COOTBETCTBHH ¢ Tabiuiei 4.

Tabnuua 4 — Cocras [1LIP-cMeceit 1151 BbisiBIIeHUMs MHBEPCHUHM 22 UHTPOHA

resa F§ metoaom unBeptiupoanHoi [P

Peaxktns II[P-cmecs Mix 1 I11IP-cmecs Mix 2 N
1 peaxums (MKT) 1 peakust (MKII)

10X 6ydep mis moaaMepasbl 2,5 2,5

2 MM tHT® 2.5 2.5 |

Tag-nonumepasa ropsuero crapra 10,125 0,125
| Tpaiimep IU 0,125 0,125

[Ipaiimep 2U 0,125 0,125

[Ipaiimep 3U 0,125 ;125

[Tpatimep 1D 0,125 —

[paiimep ED _ 0,125
’Ttﬁ{pmemﬂcynb@xcn,u (10%) 1 1

JIEHOHU3UPOBAHHAsI BOJIA 12,375 12,375

VCMCCH 19 19

B Mukponpobupku packamnbiBatoT 1mo 19 mkin kakaoit u3 ITI[P-cmeceit

Mixl 1 Mix2 # BHOCAT 10 6 MKJI TOTYYEeHHBIX KOJBIEBHIX (DParMeHTOB
10




JIHK, nepeMewlMBarOT M OCaXIalOT Ha LIEHTPUPYre-BOPCTEKC, NPOOHPKH
CTaBsIT B aMIIM(HUKATOp MO cledykollell IporpaMMe aMIUIUGUKALUNA

(Tabsuna 5):

Tabauua 5 — Ilporpamma aMIUIM(QUKALMW JUIS BBISBIEHHMS MHBepcHH 22

HHTPOHA rena /'8 MeToioM uHBepTHpoBanHo# [P

KOJIM4eCTBO UKIIOB | Temneparypa Bpewmsi J
1 95 °C 3 MuH
35 95°C 30 cex
37°C 30 cek
2°C 1 MuH
1 2% 5 MuH
| 12°C ©

IIponyxTel ammubukanuu BusyanusupyroT B 1,5%-om arapozHom

reji€ 1 apXuBUPYIOT € ITIOMOIIBIO CUCTEMEI I'€JIb-A10OKYMECHTHPOBAaAHHA.

Nurtepnperauus pesyabratoB IIIIP na unBepcuro 22 uHTpOHa
resa F8

WHurepnperanus OCHOBaHA Ha HaJIMYMHU (pParMeHTOB OIpeae/IeHHOU
JUIMHBL. Pasmep onpezensercss ¢ UCMOJb30BAaHWEM CTAHIAPTHOTIO Mapkepa
MOJIEKYJISIpHBIX Macc.

ITpu orcyrerBuu B o0pasue [AHK uHBepcHH 22 UHTPOHA B OCHOBHOM
[TI[P-tecte Busyanusupyercs ¢parmeHt jummHo#N 487 mn.o. [lpm Hammuuu
uHBepcuu 22 uHTpoHa | THHa B reMU3UI'OTHOM COCTOSIHUM OIIpEIEeIIsieTCs!
ydyactok JuuHOH 333 m.o. Hanmume wuHBepcum 22 WHTpoHa 2 THIIA
JUArHOCTUPYeTCsl MPH Haluuuu (parmMeHTta pasmepoM 385 1m.0. (pHCYHOK
2A).

IIpu nanuuum wuHBepcuu 22 MHTpOHA | THA B T'€MH3HTOTHOM
cocTtostHMM B KomiuleMeHTapHoM IIL[P-tecte Buzyammsupyrorcst parMeHT
JMHOM 559 1m.0. u ¢pparmeHT — 457 m.o. Ilpu ueBepcuun 22 UHTpOHA 2 THIIA

onpenensiercss (parmMeHT giauHoH 559 mo. M dparmeHt — 405 1.0.
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Otcyretsue nepectpoiiky noATBep:kaaeTcs GparMentamu — 457 u 405 m.o.
(pucyHok 2b).

WrHBepcun 22

WHTPOHA Npaamepe! 18] 2U 3u :::;:::" 2 Mpaiimepii 9] 2u 3y
OcHosHo# MUP-TecT ID 487 385 333 KomnnewnenTapHeii NUP-rect ED 559 457 405
T 8 . & E E E €
E & & E E E g B
L] L] w o

1 m

= E" i =8 E fe £ Te

NE b o 9t N® N0 2o b

N NE A s af & ey

2 %3 P %8 x3 98 %2
5328338 533883388
ikl §3 5L 83 8¢
gCEfEC Ea g 2 88 85 £

M 1 > =3 Zn 5 o o £g T
M 1 2 3 4 5§

A — PesymeraTtse! ocHosHoOro [1L[P-TecTa;

b — Pesynbrarsl kommiementapsoro [11[P-recra

Pucynox 2 — Pesynbrart [1L[P npy BbIsiBJIeHHH HHBEpCHH 22 HHTpOHA F§
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3. HccrenoBanune 3k30H0B M cimuialic-caiiToB rema F8 METOA0M
CeKBEHHPOBaHUS

[Tonbop npaiiMepoB k 5K30HaM U crutaiic-caittam F8 OCYLIECTBIISIETCS
C MCII0JIB30BAHUEM ITPOrpaMMHOro obecredenusi Primer3Plus wim anaioros.
B kauecte pedepencHrix mnocienosarenpHOCTEH UCTOJIb3yeTca cOopka
reHoma yejioBeka Bepcuu GRCh38.

B cocraB peakuuonnoit cmecu mns ITLP Bxomsr: 10x Oydep s
nommepasbl (2,5 mxi), 2 MM gHT® — 2,5 mxko, Taqg-nmonumepasa ropsuero
crapta (5 e/mkin) — 0,125 Mk, npaiivepst — o 0,125 Mk, JJHK — 100 Hr,
BOZa — 10 KOHEeYHOro obbema peakuuu 25 mxi. [locne ammmnpukanuu
poBoaaT  Busyanusauuro  IIIP-npoaykroB ¢ wmcmoip3oBaHueM
SNIEKTPO(opesa B arapo3HOM rejie ¥ M3MepeHHe KOHIEHTPALUH — METOIOM
(uryopumeTpuH.

CexBenupoBanye IILIP-poyKTOB MNpOBOAAT HA TeHETHYECKOM
dHAIIM3aTOPE KAIMJUIAPHOTO TUMA, TPH HAIMYHH BO3MOXKHOCTH, aHAIHM3aTOpa
AU BBICOKOIPOU3BOAMUTEILHOIO CEKBEHHPOBAHHS, C HUCIOIb30BAHUEM
peareHTos, NpeIHa3HaYeHHBIX JULS KOHKPETHOTO npubopa.
bronHpopmalMoHHbIi aHa/IM3 OMUMIOHYKICOTHAHBIX TOC/IE0BATEIBHOCTEl
OK30HOB M  CIIAlC-CaiTOB reHa F§ MpOBOAAT C HCHOIB30BAHUEM
NporpaMMHOro otecnedenusi Sequencing Analisis 7.0, BioEdit Sequence
Alignment Editor 7.0.5.3, NCBI BLAST wiu ux aHaIoros.

HnuTepnperauns pe3yibTaToB ceKBeHHPOBaHHSI

BblsiB/IeHHBIE  OMIOHYKICOTHUAHBIE OTJIMYUS  OT pedepeHcHoi
[IOCJICIOBATEIBHOCTH  CPaBHUBAIOT ¢  Oasamu  gaHueix  ENSEMBL
(http://www.ensembl.org/index.html), gnomAD
(https://gnomad.broadinstitute.org/), EAHAD F8 database (https://{8-
db.eahad.org/) u CHAMP (CDC Haemophilia A Mutation Project,

https://www.cdc.gov/ ncbddd/hemophilia/champs.html).
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