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B Hacrodilell MHCTPYKIIMU MO NPUMEHEHUIO (Aajnee — HHCTPYKIUSA) H3T0XKEH
QITOPUTM Ha3HAuYEHUs CcTaHAapTHOro unrepdepona (nanee — MOH) u neruampoBaHHOTO
untepdpepona (namee — I[IOI-MIDOH) B coueranuu ¢ pubaBupuHom (nanee — PBB)
nanueHTaM ¢ XpoHudeckuM BupycHbiM renatutom C (manee — XBI'C) Ha ocHoBe
onpeneneHuss reHotunoB Bupyca remaruta C (ganee — BI'C) m momumopdusma rena
uHTepiciikuHa-28B  (manee — WJI-28B). JlaHHBIH anropuT™M TMO3BOJUT BBIOpATh
ONTUMAJIbHBI BapHaHT NpOTHUBOBUpPYCHOTO JieueHus XBI'C, ucxons W3 KIMHUYECKON
ah(pexkTUBHOCTH  (IOCTHMKEHUE CTOWKOTO BHpycojormdeckoro otBeta — CBO)
Y DKOHOMHUYECKOM 11e51eCO000pa3HOCTH.

WNHcTpyKius npeHa3HavYeHa Juisl Bpadel-uH(EKIMOHUCTOB, Bpadyeil 1abopaTopHOI
JUAarHOCTUKM M JPYrUX Bpadyeil-CIelUalMCTOB OpraHu3aluil  3/IpaBOOXpaHEHUS,
OKa3bIBAIOMIMX nomollb nanuentam ¢ XBI'C.

IHEPEYEHb HEOBXOAUMOI'O OBOPYJAOBAHUSA, PEAKTHUBOB,
CPEJCTB, U3IEJIU MEIUIIMHCKON TEXHUKH
Omnpenenenue nonmumopduszma rena MI-28B, a UMEHHO €TMHUYHBIX HYKJICOTHIHBIX
3aMeH B 30Hax 1512979860 um rs8099917, mpoBOOAT METOAOM MOJUMEPA3HON UEIMHOU
peakuuu (ganee — IIIIP) B Bapuante [IIP® (momumopdusm MIMH pEeCTPUKIIMOHHBIX
(dbparMeHTOB) UK C MTOMOIIbI0 KOMMepYecKUX HabopoB. B Tabnuie 1 npuBeneH nepeyeHb
o0opyoBaHusi, HEOOXOIMMOTO JJi BbIsiBIieHUs nonmuMmopdusma rena NJI-28B merogom
[TIP-TTAP®, BKIOYaAOIIEr0 CTaAUU BBIACICHUS, aMIUIM(PUKAIMA U PECTPUKIUU
C JCTEKIMEN MPOIYKTOB METO0OM Trelib-3JeKTpodopesa.

Ta6nuna 1. — Habop o6opynoBanust aiis uccienoanuit merogom [TIP-TIJ[PD
HanmeHoBaHue 000py10BaHUSI M OCHOBHbBIE XapPAKTEPUCTHKH
Buvioenenue JTHK
BricokockopoctHas nentpudyra (10000-15000%g) ¢ poTopom ajis mpoOUPOK TUTIA
«Eppendort» o6semom 1,5 mii, ¢ amamazonom pabouux temmneparyp ot 0 qo +25°C
TBepaoTenpHBIN TepMOCTAT (Mana3oH pabounx remmeparyp -10-+99°C)
MukponeHTpu@yra-BopTeKc
Kommekt munerounsix gozatopos (0,5-10; 5-50; 20—-200; 100-1000 mxir)
Hacoc ¢ k05100i1-TI0ByIIKOM
[TIP-6okc ¢ Y D-penupKyasiTopoM BO3TyXa
XO0NOIUIBHUK C AUANa30HOM pabouux Temmneparyp ot +2 mo +4°C
MoposunbHas kamepa (nuamna3on pabounx remmepatyp -16—18°C)
CriekTpo(oTOMETP ¢ BOBMOKHOCTBIO KOMITJIEKCHOW OIICHKHU MPENapaToB HYKJIECHHOBBIX
KHCIIOT
Y®-cTepunn3aTop Wik €ro aHajaor
IIposeoenue I11]P
Awmmundukatop (TepMOLMKIIEp), MpeaHa3HaYeHHbIN i ipoBeaeHus [P
[TIP-6okc ¢ Y D-penupKyasiTopoM BO3TyXa
MukpoueHTpudyra-BopTeKC
KommiekT numnerounsix 103atopoB (0,5-10; 5-50 (2 mrt.); 20-200; 100—1000 mx1)
TBepaoTenbHBIN TepMOCTAT (ana3oH padouux Temmeparyp -10-+99°C)




HaunMeHoBaHue 000py/10BaHHMS M1 OCHOBHbIE XapaKTEePUCTUKHU
XO0NOUIBHUK € AMana3oHOM pabouux Temneparyp ot +2 go +4°C
Mopo3unbHas kamepa (quanazon padbouyux temmnepatyp -16—18°C)

lIposedenue pecmpurxyuu
[TI[P-60kc ¢ Y O-perupKyIsITOPOM BO3ayXa
MukpoueHTpuQyra-BopTeKc
Kommiekt nunerounsix no3atopos (0,5—10; 5-50; 20-200 mx)
TepMmocTtaTupyroniuii mkad ¢ TeMrneparypHbiM guana3zoHom +25-80°C
XO0NOUIBHUK C AMANa30HOM pabouux Temneparyp ot +2 no +4°C
MoposunbHas kamepa (nuana3on pabouymnx temmepatyp -16—18°C)

Ananuz pe3ynbmamos amMniugurayuu u pecmpuxyuy Memooom djeKkmpogopesa
Cuctema 1 renb-3JekTpodopesa ¢ HabopoM MojyJiel (BKIt0Uast HCTOUHHUK MTATAHMUS)
U aKCceccyapoB
MuKpOBOJIHOBAS M€Y WJIU DJIEKTPUUYECKAsl IUTUTKA JIJISl IPUTOTOBJICHUSI arapo3HbIX
rejaen
Becol nabopaTtopHbie 1 B3BemMBaHusl peakTuBOB Maccoi ot 100 mr 10 500 r
Kowmmnekt nunerounsix pozaropos (0,5-10; 5-50; 20200 mki)

Y ®-TpaHCHIUTIOMUHATOP

Buneocucrema 11t perucTpanuy rejiei B KOMIUIEKTE ¢ KOMITBIOTEPOM M IIPUHTEPOM
XONnOoAWIBHUK C IMAa3oHoM pabouux Temmepatyp ot +2 no +4°C

Mopo3sunbHas kamepa (quana3oH pabouyux remmnepatyp -16—18°C)

Taxxe HEOOXOAMMBI CIEIYIOIIME PAcXOAHbIE MaTepHalibl: XanaTbl, PE3HMHOBBIE
nepyaTKi, HAKOHCYHUKH JUIsl MUMETOK ¢ (mibTpoMm odbemom 10; 20; 200; 1000 Mk,
HAaKOHEYHUKH 0e3 (uibTpa, QuuibTpoBaigbHas Oymara, MUKpPOLIEHTPU(DYKHBIE MPOOUPKU
Ha 1,5 mu, [IIP-mpoOupku, COOTBETCTBYIOIIME THUIY HCMOJIb3YEeMOTO aMIuIu(uKaTopa
(TepMonMKIiepa), INTATUBBI 7151 TPOOUPOK, CTEKIISTHHAS XUMHUYECKasi ocya 1 Jip.

B Tabnuue 2 npuBeneH CIUCOK OCHOBHBIX peareHTOB sl aHainu3a Metojom I[I1[P-
[IIP®. KauecTBO HCHIOJB3yEMBIX PEAreHTOB, BKJIKOYas BOLY M COJIEBBIE PAaCTBOPHI,
JOJIXKHO COOTBETCTBOBATh TEXHUYECKUM TPEOOBAHUSAM, MPEABIBISIEMbIM K peareHTaM JJist
MOJIEKYJISIPHO-TEHETUUYECKUX UCCIECAOBAHNMN.

Ta6nmma 2. — Cnrcok 0CHOBHBIX peareHToB, HeoOoxoaumbIx st TTHP-TTJIP®

Ha3BaHue pearenra IIpumenenue
Arapo3a KommonenT arapo3Horo ress 11 35ekTpodopesa
Anerat aMMOHUSA Brigenenue JIHK
BopHast kucnora Komnonent anexkrpodoperrndeckoro Oydepa
bpomMua netunTpuMeTHIAMMOHUS Brigenenue JIHK
bpomun sTuans Oxkpacka JIHK
bpomdbenonoBsiii cuauii OnekTpodopeTUIECKUl MapKep
Bopa newonnsnpoBanHas [[Iupokunii CIEKTP NTPUMEHEHHUS
I'muuepun [IIvpokuii CIIEKTp NPUMEHECHUS
TepmoctabunpHas [JHK-nomumepaza | Komnonent ITIP-cmecu
N3onponano Brigenenune JIHK




Ha3Banue pearenra

IIpumeHnenue

Jlaypuncynbdat HaTpus

Brigenenue JIHK

Mapkep MOJIEKYJIIpPHON MacChl

OnekTpodopeTUIECKUil MapKep

AHT® (AT, [T, [[TD, TTD)

Komnonent I1L[P-cmecu

ITpaiimepsl (OJIUTOHYKICOTHIBI)

Komnonent I1L[P-cmecu

CojiaHas Kuciiora

[IInpOKUM CIIEKTP NPUMEHEHUS

Tpuc

KomnonenT 6osbiinHCcTBa Oy(hepHBIX pAaCTBOPOB

yKCYCHaSI KHCJIOTa

[IIvpokuii CIIEKTp NPUMEHCHUS

XJ1opu Kanus

Komnonent I11IP-cmecu

XJIOpUJT MarHus

Komnonent I[P cmecu

XJI0pUJ1 HATPUS Brigenenune JIHK
Xnopodopm Brinenenne JIHK
O[ATA [[Iupokuii CIEKTP NPUMEHEHHUS
OTUJIOBBIN CIIUPT Ocaxpaenue JIHK

Pectpukrassl (3HAOHYKIIEA3bI)

H€O6XO,Z[I/IMblﬁ KOMITIOHCHT I BBIABJIICHUSA

NmuCl (Tsp451) u BstUI (Bsh12361). | etuHHYHBIX HYKJICOTHIHBIX MTOJIUMOP(HU3MOB
rs8099917 u rs12979860

IHHOKA3AHUA K IPUMEHEHHAIO
XpoHnyeckui BUpyCcHbIN renatut C.

IMPOTUBOIIOKA3AHMUSI JIJIsSI IPUMEHEHUSA
OTCyTCTBYIOT.

OIMUCAHUE TEXHOJIOTUHX UCITOJIB3OBAHUSA METOJA

Jrtan 1. 3a00p MaTepuaJia v Bbl/ieJIeHUE HYKJIEHHOBBIX KHCJIOT

Otan mpoBOAWTCS B J1aOOpaTOPUU YUPEKICHUS 3APABOOXPAHCHHS, HMEIOIIETO
BO3MOKHOCTH BhInoHeHUs [I11P.

Boeinenenne JIHK ¢ nensto onpenenenus noaumopdusma rena MJI-28B (myTtanuu
rs8099917 u rs12979860) mpousBoAsAT W3 JeKOUUTOB KpoBU. KpoBb s aHanm3a
o6bemMoM okos10 1000 Mk moMearoT B HeHTpUuykHyr0 mpoOupky 1,5 M1, cogepkaiyro
100 mxn 0,5M DATA nns npenorBpaiueHust ceeptoiBanus kpoBu. s Beiaenenus JHK
MO>KHO MCIIOJIb30BaTh TOTOBbIE KOMMEPUECKHE HAOOPBHI.

B onHopazosie npooupku thma «Eppendorfy oobemom 1,5 M HEOOXOAMMO BHECTH
o 400 Mk skcTparupytoiero oydepa (t = 65°C) caeayromiero cocrara: 2 %-ii pacTBop
Oopomuna neruntpumetwiammonus, 0,1 M pactBop Tpuc, 1,4 M pactBopp xiopuaa
natpusi, 20 MM pactBop DJTA (pH Oydepa nosectu HCl no 3mauenms 8,0),
MIPOMapPKUPOBATH MPOOUPKH. 3aTEM B KOXKIyIO TPoOUpKY BHOCAT 1o 100 MK IEHKOIIUTOB,
3aKpBIBAIOT KPBILIKH, IEPEMEIINBAIOT COJIEPKUMOE Ha BOPTEKCE, TOMEIIAIOT B TEPMOCTAT
1 UHKYOupyroT B Teuenue 30 mun npu 65°C. 3ateM mpoOHpPKH OXJTAXKAAIOT JO KOMHATHON
TeMIlepaTypbl, J00aBisAi0T K oOpasunam mo 500 Mki xjopodopMa U THIATEIHHO
NepEeMENINBAIOT COJIEP)KMMOe Ha BopTekce B TeueHue 20 muH. Jlamee mNpou3BOIAT
nentpudyruposanue npu 13000 06./Mun (t = 18-20°C) B Teuenue 10 mun. [locne sToro
Heo0x0aUMO nureTkoi oTodpats 300 MKII cyniepHaTaHTa, IEPEHECTH B IPYTYIO TPOOUPKY




tunia «Eppendorf» oovemom 1,5 mi1, 1o6aButTh 210 MK OXJTaKISHHOTO HM30IPOITAHOIA,
nepeMeniaTh COAEPKUMOE Ha BOPTEKCE M MHKYOUpPOBATh MPU KOMHATHOM TeMIlepaType
B TeueHue 20 mMuH. 3aTeM mpousBoAsT neHtpudyruposanue npu 13000 o6./mun (t = 18—
20°C) B teuenue 15 mun. Ilomydennsiii ocagok JIHK mpomeiBatoT nBykpatHo 1 mi 70°
sTaHosa, oxjaxiaeHHoro mo0 -10°C. Ilocne mnpombIBaHUS COJAEPKUMOE MPOOUPKHU
nentpudyrupyroT npu 15000 06./mMun (t = °4C) B teuenue 10 muH. [locie nmpombIBKU
ATAHOJIOM OTKPBITbIE MPOOUPKH PAa3MECTUTh B TBEPAOTEILHOM TEpPMOCTATE MpU
temrniepatype 45°C u mnpocymmts ocaaok /IHK B teuenume 3040 mMuH 10 mOaHOTrO
WCIIAPEHMS 3TaHOJIa. BBICYIIEHHBIM OCaJOK pacTBOpUTH B 50 MKII JE€MOHU3UPOBAHHOM
Bojbl npu 40°C B Tteuenne 30 muH. KommuectBo mnomyuenHoit JIHK B mpenapare
OLICHMBAIOT C MOMOIIbI0 criekTpodoromeTpa. PactBopennyro JIHK xpanuts npu t = -20°C
JUISL TIOCJIEIYIOIETO aHAJIN3a.

Jran 2. OnpeneneHue reHoTuna supyca renarura C

Onpenenenue reHoruna Bupyca remnarura C HYKHO NPOBOAWTH C IPUMEHEHUEM
KOMMEPYECKHUX TECT-CUCTEM B YUPEKJIECHUH 3IPaBOOXPAHEHMS, UMEIOIINX BO3MOXKHOCTb
BeinosiHeHusa [IP. B kauectBe Mmarepumana jisi BeiaeneHus PHK BI'C wucnons3yror
I1a3My KpOBH, 3a0paHHYIO C y4E€TOM CTaHIApTHBIX TPEOOBAHUM.

WNuTepnperanuio pe3yiabTaTa MPOU3BOJIAT BpaUU-UH(PEKIIMOHUCTHI U JAPYTUe Bpayu-
CIECHHUAIIMCTBI, HA3HAYaIOIIME MPOTUBOBHUPYCHYIO Tepanuto mnaunueHtram c¢ XBI'C
B aMOYJIaTOPHBIX M CTAIIHOHAPHBIX YCIOBUSIX.

[Ipn BeiiBaenun renorumna 1 BI'C meromom I[P mepexomsar k stamy 3, mpu
BoIsiBieHUU BI'C reHOTHNOB 2 Min 3 — nepexoasT K dTamny 4 (Mmoka3aHbl Ha pucyHKe 1).



Hanuuune XI'C npu coryiacuu nanyeHTa u OTCyTCTBUN
IDOTUBOIIOKA3aHUN K MHTEDdEPOHOTEDAIUN

Iran 1. 3a6op marepuana u Boiaenearne PHK/JTHK

Iran 2. Onpenenenue renorumna BI'C

/

T'enorunst BI'C 2 wiu 3

\ 4

N\

T'enorun BI'C 1

!

Jran 4. Kypc nedenus
HN®DH + PbB B Teuenue
24 uenennb

Iran 3. Onpenenenue SNP rena NJI-28B
SNP 39738787C>T (rs12979860) u/vnu
39743165T>G (rs8099917)

— ~,

Aunnenvubiii BapuanT CC
(rs12979860) w/unu
TT (rs8099917)

Annensublie Bapuantsl CT u TT
(rs12979860) u/unmu
TG u GG (rs8099917)

A 4

|

Jran 4. Kypc neuenus
N®H + PbB B Teuenue 48 Heznenb

Iran 4. Kypc nedenus
[I2T'-U®H + PBB B Teuenue

48 Henenp WM «TPOUHAsD) Tepanus
¢ uaruduTopamu npoteazst BI'C

Pucynok 1. — Anroputm Ha3Ha4YeHHMs CTAHAAPTHOIO U NErMJIMPOBAHHOIO
uHTeppepona nanuentam ¢ XBI'C Ha ocHoBe onpenesienusi resoruna BI'C
u nostumopdusma rena UJI-28B

Jrtan 3. BeiaBienue noaumopdusma B Jokycax rs12979860 u rs8099917 rena

NJI-28B.
Omnpenenenue nonmuMmopdusmMa TeHa

KOMMep‘—IeCKI/IM TECCT-CUCTCMAM SABJIACTCA
TILP-TI/[PD.

st TIHP ucnionw3ytores nBa crnenupuieckux mpaiiMepa (IpsiMol 1 OOpaTHBIN).
Crpykrypa npaimMepoB, UCHIONAb3yeMbIX s AeTeKIHH 1512979860 u rs8099917 rena NJI-

28B, npeacrasieHa B Tabdnuiie 3.

NJI-28B B 30Hax rs12979860 u rs8099917
y nauueHToB ¢ reHotunoM 1 BI'C mpoBoasT ¢ momonisto metona I1HP. AnbrepraTtuBoit
BBISIBJICHUE HUCCIEAYEMbIX MyTalliid METOJ0M



Tabmuma 3. — CrpykTypa mnpaiiMepoB, HCHOIb3yeMbIX i aetekuuu s12979860
1 158099917 rena NJI-28B

HazBanue HazBanue Hykneotuanas AMILTQHLEpY CMB1ii
JOKyca npaiimepa MMOCJIEI0BATEIILHOCTh (nap HyKiZ?):Il:IC,)HI;B wa)
rs12979860 | [Tpsmoit TGTACTGAACCAGGGAGCTC 58
Oo6patueit | GCGCGGAGTGCAATTCAAC
rs8099917 | Ilpsamoii GTGCATATGTTTTCTGAC 430
O6patHeii | GAGGCCCCTCACCCATGC

CocTaB KOMIIOHEHTOB PEAKIIMOHHON CMECH ISl BBISIBJICHHS UCCIIETyEMbIX Y4aCTKOB
rena MJI-28B npencrasnen B Tadnuiie 4.

Tabmuua 4. — CocTaB KOMIIOHEHTOB PEAKIIMOHHOW CMECH JIJISl BBISIBJIEHUSI UCCIIETYEMBIX
yuyacTtkoB rena MJI-28B
O6Bem
HazBaHne KOMIIOHEHTOB CMECH
KOMIIOHEHTOB, MKJI
Boga nemonnsmpoBanHas 9,5
2xI1P-0ydep (rotoBast cmech ains [P, cogepkamas Bce
OCHOBHBIE€ KOMITOHEHTHI: ONITUMHU3UPOBaHHbIN Oydep, THTD, 12,5
JIHK-nonumepasy)
PactBop npaiimepa mipsimoro (10 MmM) 1,0
PactBop npaiimepa odbpatHoro (10 MmM) 1,0
O6pazen JIHK (20 vr/mxon) 1,0
OO61uit 00beM peaKIMOHHON CMECH 25

Jlnsa TP OGonee 1 oOpasma roroButcst oodumii pactBop (Master-mix), B KOTOpbIit
BXOJSIT BCE KOMIIOHEHTHI cMecu (kpome obpasma JIHK) B konuuectse,
COOTBETCTBYIOIIEMY 4YHCIy oOpasnoB. OOpaszer BHOCAT HWHAMBUAYATBHO B KaXKIYIO
POOUPKY, COJCPIKAIIYIO aTMKBOTUPOBaHHbBIN (Ha 1 aHamu3) Master-mix.

[Iporpammel amrndukanuu uccienyemMbix ydyactkoB reHa MJI-28B mpencraBieHs
B Tabiumax 3, 6.

Tabmuma 5. — Ilporpamma ammmudukanuu ydactka reHa WJI-28B, coxepxariero
MyTanuio 1512979860
o KomuuecTBo

Ne Ortan Temneparypa, °C | IIpoaoKUTENIBHOCTD LHKIOB

1 | lenatypanus 95 3 MHH 1
Jlenarypauus 95 20c

2 | Omxur 60 20 ¢ 30
DJoHTanus 12 20 ¢

3 | Oxnaxnenue 4 3 MuH 1




Tabnuma 6 — I[Iporpamma ammundukanuu yyactka rena rema MJI-28B, conepaxatiero
myTanuio rs8099917

o KonnuectBo
Ne Ortan Temneparypa, °C | IIponoinKuTeIbHOCTS -
1 | denaryparus 95 3 MuH 1
Jlenatyparus 95 25¢
2 | OTxur 57 25¢ 30
DnoHTanus 72 25¢
3 | OxmaxaeHue 4 3 MuH 1

JUia neTeknuu MpoIyKTOB aMIUIM(UKALUU HCHOJIb30BaH METOJ TOPU30HTAIBHOTO
refib-3JIeKTpodope3a, OCHOBAHHBIM Ha TOM, YTO CMECh MAaKpOMOJIEKYJN MOJ JEeHCTBUEM
AIEKTPUYECKOr0 MOJIA JEIUTCA Ha psii (Ppakuuii B 3aBUCUMOCTH OT pa3mepa (pparMeHTta
u KoH(popMalMoHHON CTpyKTypbl. OpHopomnbie ¢parmentsl JJHK mnpencrapisior Ha
anektpodoperpamme enuHyro (paxuuio. [IpoaykTel aMIiuukanuu aHaIU3UPYIOT B
1,7 % arapo3snom rene. ns npuroroBinenust 1,7 % araposnoro rens 1,7 r arapo3sbl
pactBopsitoT B 100 mn Tpuc-OATA-bopatHoro Oydepa (TBE, pH = 8,3). B kauectBe
KOHTPOJII HCIOJBb3YIOT MApPKEP MOJEKYJSIPHOIO Beca. IJeKTpodope3 MNpOBOAAT MO
CTaHJAAPTHOM CXeMe, ISl OKpallMBaHUs MPUMEHSIOT pacTBOp OpomucToro 3tuaud. s
BU3YaJIM3allMi MCIIOJIB3YIOT JIOO0YI0 CTaHJApTHYIO BHJIEOCUCTEMY (TPaHCHILIIOMUHATOP
C BHJEOCUCTEMOM), UId IepeHoca M300paKeHUsT Ha KOMIIBIOTEP HCHOJIb3yeTCs
porpaMMHOe OOecHedeHue, IMO3BOJISIIoNIee (PUKCUPOBATH IOIYYEHHbIE H300paKeHUs
resen.

B pesynpraTte ammnmuduxanuu nomydatorcs ¢parmentsl JIHK wuccnemyembix
JIOKYCOB, KOTOpbIE B JaJbHEWIIEM HCIONB3YIOT Il PECTPUKLHMOHHOIO aHAIM3a C
MPUMEHEHUEM KOMMEpPUYECKUX pecTpukra3. CocTaB pecCTpUKIMOHHON CMECH M YCIIOBUS
MPOBEICHUS] PEKOMEHJOBAaHbl B HWHCTPYKLMHU Mpou3BoguTens. [IpoayKTsl pecTpuKIUH
aHAIM3UPYIOT MPU MOMOILH ANEKTPOPOpeTHIecKoi neTeKuu B 2,5 % arapo3HoM ree.

Buviagnenue moueunoii mymavuu vsS12979860 cena UJI-28B

[lonyuennsiii B pesynprare IIIIP ywactok renma WJI-28B pasmepom 58 1LH.,
cogepxkammii  Jokyc  rs12979860, noaBepraroT = PECTPUKUUOHHOMY  AHAIU3Y
¢ ucnosp3oBanueM pectpukrazbl BstUl (Bsh12361). CnekTp roMO3HIOTHI MO AJUICIIHO
mukoro tuna CC mpencraBieH Tpemsa 3oHamMu (30, 25 v 3 m.H.), TOMO3UTOTHOTO IO
MyTaHTHOMY auiento TT — aByms 3oHamu (55 ¥ 3 1.H.), @ F€TEPO3UTOTHOTO OpraHU3Ma
CT — 4vetsipbMs 30Hamu (55, 30, 25 u 3 0.H.).

Ha pucynke 2 mpuBeneHa snekTpodoperpaMma NpoAYKTOB PECTPUKIMHU ydacTkKa,
coaepxkamero s12979860 rena 1JI-28B.
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rs12979860 pecTpukuua Bstul

*M — 31ech U 1ajiee — MapKep MOJIeKYJISpHOro seca S0 m.H.

PucyHok 2. — Juexktpodope3 pecTPUKIMOHHBIX (JPArMeHTOB /sl BbISIBJICHUSA
myTanum s12979860 npu pecrpuxuun BstUI

HuTtepnperanust o ¢goperpaMme MpeAcTaBIsIeT HEKOTOPbIE TPYAHOCTU. 30HBI 58
u 55 m.H., a Takke 30 u 25 M.H. HEBO3MOXKHO pa3JeiauTh B arapo3Hom rene. OOpasiibi
NoNe 3372, 3410, 3418, 3421 nerko TUNUPYIOTCS KaK TOMO3UTOTBI-MYTaHTbI. CIEKTp
Ipyrux oOpasioB mpeacTaBieH aAByMs 3oHaMmu. [Ipudem mis o6pasmoB NeNe 3336, 3337,
3375, 3376, 3409, 3420, 3424 spye BbIpaxkeHa Oojiee TspKeNas 30HA, IMOATOMY MOXKHO
MIPEANOJIOXKUTh, YTO OHU SBJISIOTCS TeTepo3uroTamu, a s oopasmoB NeNe 3373, 3407,
3408, 3422 — Goxee jIeTKasi, CJI€I0BATENLHO, OHH SBIISFOTCS TOMO3UTIOTAMHU JUKOT'O THIIA.

B coMHUTENBHBIX cCllydasix IJis TOATBEPKACHUS MNPABUILHOCTA WHTEpHpETaIUn
OTPENICNICHHBIX 10 (operpamMmMe TE€HOTUIIOB TMPOBOJUTCS MENTUHT (TUIaBJICHUE)
PECTPUKIIMOHHBIX ()PAarMEHTOB C HCMOJb30BAHUEM HHTEPKATUPYIOUIETO0 KpPACUTEIIS.
MenTuHr NpoBOJAT MO CTaHIAPTHOM MporpamMMme, UCIOJb3ysl aMITudUuKaTop ¢ GyHKIueH
peanbHOro BpeMeHu. KpuBbie miaBienus pecTpukinoHHbIX (pparmeHToB JJHK HekoTOphIX
00pa3iioB MPeACTABICHBI HA PUCYHKE 3.
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Pucynok 3. — KpuBble miiaBjieHusi peCTPUMKIIMOHHBIX (ParMeHTOB HEKOTOPBIX 00pa3noB

Ha pucynke 3 otueTinBO BHUIHA pa3HUIIA MEXKTY 00pa3laMu ¢ pa3HbIM T€HOTHUIIOM.
AHanmu3 KpUBBIX IUIABJICHUS PECTPUKUUOHHBIX (parmenTtoB JIHK B mpucyrcrBum
MHTEPKAIUPYIOIIET0 KpacuTeNsl MOKa3all, YTO TOMO3UTOThl JUKOIO THUIA OTIUYAIOTCS IO
TEMIIepaType IUIABJIEHUS OT TOMO3UTOT-MYTaHTOB. J[Ji1 reTepo3uror XapakTepHbI JIBE
TOYKHU TMeperuoa.

Buviagnenue moueunoii mymavuu rs8099917 zena HJI-28B

[lonyuennsiii B pesynbraTe IILIP yuacTtox renma MJI-28B pasmepom 430 m.H.,
comepxkammii  Jokyc  1s8099917,  mopBepraroT  PECTPUKIIMOHHOMY  aHAJIU3y
¢ ucnonbszoBanueM pectpukrazbl NmuClI (Tsp451).

Ha pucynke 4 npuBeneHa snekTpodoperpaMMa MpOayKTOB PECTPUKIIMN ydacTKa,
coaepxkamiero rs8099917 rena NJI-28B.

crrmim =
!

rs8099917
pectpukuua NmucCl

Pucynok 4. — Jaexkrpodope3 peCTPUKIIMOHHBIX (PPArMEeHTOB [IJIsl BbISABJICHHSI
myTanuu rs8§099917 npu pecrpukuun NmuCIl



Annenn nuxoro tumna (T) pecTpukrasa pacuiemigser Ha ABe 30HbI: 295 u 135 m.H.
B cnyuae myrtanTtHoro amnens (G) oOpasyrorcs Tpu 30HBL: 256; 135 u 39 nm.H. Cnektp
rerepo3urotHoro opranusma (TG) mpencraBieH deThipbMs 30Hamu (295; 256; 135 u
39 n.1.). Takum oOpazoM, 1o pUCYHKY 4 MOKHO UJeHTU(UIIMPOBaTh 0Opasel] Ne 2288 kak
TOMO3HUTOTY-MyTaHT, 00pa3ipsl NeNe 2242 2243 y np. Kak TOMO3WUTOTHl JMKOTO THIIA,
a oOpasubl NeNe 2369, 2365 u Jip. Kak reTepO3UroThl.

Humepnpemavus pezyivmamog

I'enotunel CC (rs12979860) u TT (rs8099917) paciieHnBaroT Kak MPOTHOCTUYECKHU
ONmarompusiTHblE, HMX  HAJIUYUE  COOTBETCTBYET  BBICOKOM  YacTOT€  CTOMKOTO
Bupycosorunyeckoro orsera. Jpyrue coueranus amwiened (CT m TT mna rs12979860,
a taxke TG u GG ma rs8099917) mporHocTruuecku MeHee OJIaronpHUsTHBI ISl MalliEeHTOB
¢ rerotunom 1 BI'C.

Jtan 4. Bb100op cxeMbl Jie4eHH s

[IpoBouTcs BpayaMu-UHMEKIIMOHUCTAMH W JIPYTHUMH BpadyaMU-CIICHUATUCTaAMHU,
OKa3bIBAIOIIMMH IOMOIIH MAIlUEHTaM C XPOHUYECKUM BUPYCHBIM renaTuToM C.

[Tpu nHammuun y nanueHtToB ¢ XBI'C 2 unu 3 renotuna BI'C pekoMennyercs cxema
neuenuss UOH u PBB nHa 24 Henmenu, T. K. y HUX OXHUAAeTCs BhICOKas 3(PGEKTUBHOCTD
teparnuu ¢ yactoroir CBO 67 %.

Jns mamuentoB ¢ reHotunoM 1 BI'C u  «OnmaronpusTHBIMEY» — aJUIEIbHBIMU
BapuantamMmu CC (1s12979860) u TT (rs8099917) mpu OTCYTCTBHM BBIPAXKEHHOTO
¢ubposa/muppo3a nedeHu HazHayaeTcsi cxema jedenuss UOH u PBEB B Teuenue 48
Hezenb, npu kotopoit yactora CBO coctasnsier 78 u 53 % nns rs12979860 u rs8099917
COOTBETCTBEHHO.

Jlnst meuenus manueHToB ¢ amenbHbIMEA BapuanTamu CT u TT (rs12979860), wim
TG u GG (rs8099917), npu KOTOPBIX APPEKTUBHOCTH Tepanuu 3HauuTeNbHO HIbke (CBO
He npesbimaeT 30 %), HeoOxoauMo ucoab30BaTh cxemy [I19I'-MDH+PEB Ha 48 Henens.
[Mpu Hamumumu amienbHbIX BapuantoB TT (rs12979860) u GG (rs8099917) cnemyer
pPacCMOTpPETh BO3MOKHOCTh HA3HAUEHUS «TPOMHOI» Tepamuu C MCIHOJb30BaHUEM
uHruoutopo mnporeassl BI'C (GouenpeBup, TemampeBUpP) COTJIACHO CYIIECTBYIOIINM
cTaHJapTaM U npoTtokosam jeuenuss XBI'C.

MNEPEYEHb BO3MOXHBIX OCJOXHEHUW WJIW OIIUBOK ITPU
BBIIIOJIHEHUHU U ITYTU UX YCTPAHEHUA

HUcnonp3oBanne wMeromuku [P mompazymeBaeT cCTporoe CileaoBaHHUE BCEM
MpaBWJiaM [0 OpraHu3alui U TpoBelaeHuro wuccieaoBanus B [I[P-nmaGopaTopun,
HECO0JII0/IEHHE KOTOPBIX MPUBOJIUT K BOSHUKHOBEHHIO OLIMOOK, CTAHOBSIIUXCS MPUYUHOM
JIO’KHOTOJIOKHUTENBHBIX W JIO)KHOOTPULIATEIBHBIX pe3yabTaToB. (COOEHHO OIMacHbI
OIIMOKH, CBSI3AHHBIE C HAPYILICHUEM PaBUII 3a00pa, XpaHEHHs U TPAHCIIOPTUPOBKHU MPOO,
KOHTPOJIb KOTOPBIX HEBO3MOKHO OCYILECTBUTH BO BpeMms IposeacHus I1L{P-ananuza. He
PEKOMEH/IyeTCsl B KaueCTBE aHTHUKOAryJsHTa Ipu 3a00pe KPOBH MCIOJIB30BaTh IeMapuH,
T. K. oH uaruoupyet [11[P. Xpanst o6pasmsl KpoBH B X0JI0AMIbHON Kamepe nipu 2—4°C He
6onee 1 Henemnu.

Cotpynuuku  IIlIP-naGopaTtopun  AOKHBI ~ HEYKOCHUTENBHO  COOJIOAAThH
CaHUTapHbBIC MTpaBUjIa B OTHOIIEHNU Oe3onmacHOCTH padoThl B [II[P-mabopatopuu. Ocobyro
OMACHOCTh MPEJACTaBIsIET COOOM KOHTAMHHALIMSA — HMCTOYHHUK JIOKHOIOJOKHUTEIbHBIX



PE3YJIbTATOB. Br1sBUTH ClIydan KOHTaMHUHAIIMKU B OTACJIbHBIX np06ax MOXHO IIpH
BBIACIICHUHN I[HK N ITOCTAHOBKC PCAKIUHU B ABYX HIIM TPCX IIAPAJIICIIAX, a TAKXKC IIPHU
HCIIOJIb30BaHHUH B Ka}KIIOﬁ IIOCTAHOBKC OTPHLATCIIbBHOTO KOHTPOJIA, IIPOBOIUMOI'O 4CPEC3
BCC craguu HpO6OHO,Z[FOTOBKI/I. QHHSOHH‘IGCKHC cilydan ITOABJICHUA JINHHUHN
«ITOJIOXKUTEIBHOM» I[HK B OTpULATCIbHOM KOHTPOJIC CBUIACTCIILCTBYIOT O BO3MOKHOCTH
KOHTaMHWHAllUU U B Hp06ax.



