


2. XAPAKTEPUCTHUKA HABOPA

2.1. Tlpunuun meroxa.

[Tpunun MeToxa OCHOBAaH Ha aMmIUMQuKanuu BeiOpaHHOTO yuactka /IHK uenoBeka u mo-
clIeyIolel TeTeKIUU KPUBBIX IJIaBIeHHs THOPUIHBIX KoMIUIekcoB poaykToB 1P u cneumduu-
HBIX 30HJ0B. [Iponecc ammmdukanuy 3aKkitoyaeTcsi B MOBTOPSIIOMIMXCS LUKIAX: TEMIepaTypHas
nenarypauust JIHK-maTpuubl, oTKUTr npailMepoB ¢ KOMILUIEMEHTaAPHBIMU IOCIEA0BATEIIBHOCTIMHU
JAHK-matpuipl, CHHTE3 KOMIUIEMEHTAPHOU Lienu ¢ 3Tux npaimMepos Taq JJHK-nonumepasoii.

[Tocne peaknuu amruUKaluyd MOHMKEHUE TeMIIepaTypbl MPUBOIUT K TMOpPUAU3ALMU CIie-
uupuynoro JJHK-30H12 ¢ mpoaykToM aMIUiMgUKaUU U K CHHKEHUIO YPOBHS (IIyOPECIICHTHOTO
curHasia B nmpoOupke. B mporecce TemreparypHOro IiaBjieHHsT 00pa30BaBIIUXCs AYIUIEKCOB MPO-
ucxoaut BeicBoOOXkaeHne JIHK-30H1a, Hecymero (hyopecieHTHBIA KpacuTelb. B ciaydyae Hemo-
Hoit kommementapuoct JJHK-30u1a u BeiOpannoro yuactka JIHK, Temneparypa niaBieHus nyn-
nekca OyJeT HUKe, 4YeM B ciydyae MOJHOW KomruieMeHTapHocTH. ['nOpunuzanunonnsii JJHK-30H7
s nerexkuun moymmMopdusma C(-344)T koMIIeMeHTapeH HOPMAJIBHOHM TOCTIEI0BATEIBHOCTH TeHA
CYP11B2; rubpuam3anmonnbii  JIHK-30mn  mist merekumm  monmmmopduszma  G1378T
KOMIUIEeMEHTapeH MyTaHTHOW mocnenoBaTensHocT reHa ADDIL. Takum oOpaszom, ans OByX ai-
JIENBbHBIX BapHAHTOB TeMIIEPaTyphl MIIABICHUS TYIIEKCOB 30HIa M MPOIYKTOB aMIUTHU(UKAIIIH OT-
IUYarTca, Omaromaps 9TOMY MJICHTUPHUIUPYETCS TEHOTHN («HOPMaJlbHAsi TOMO3UTOTay,
«TeTepO3UT0Ta», KMyTAaHTHAsI TOMO3UTOTa»).

2.2. CocrtaB Habopa:

B coctaB Habopa BXOJAT CIEAYONNE KOMIOHEHTHI:

— KOHTpOJIbHBIN o0Opa3zen «Hopmansnas romosurora» (KO1) — 1 mpobupka, 1 mit;

— KOHTpPOJIbHBIH 00paser «MyranTHas romo3urora» (KO2) — 1 mpobupka, 1 mi;

— rotoBas peakironHast cmech i [P (I'PC), nuodpunmsupoBanHas — 48 mpoOUpoK;

— aroupyromuit pactBop «l'eHetnka» — 2 ¢u1. mo 12 mi.

[IpuHagnexxnocTu:

— ONTUYECKas MIEHKa — | JuCT.

3. AHAJINTUYECKUE U JUATHOCTUYECKHUE XAPAKTEPUCTUKHU*

3.1. Cneuuduynocts omnpenenenust nonumopdusmor C(-344)T rena CYP11B2 u G1378T
rena ADD1 onpenensercs no cranaaptHomy oOpasity npeanpusarus, COIl JIHK I'mnepronus (per.
Ne 05-2-654).

Cremmuduunocts cocraBisier 100 % mpu yclnoBUH, YTO T€HOTHII MO MOJUMOpHU3MamM
C(-344)T rena CYP11B2 u G1378T rena ADD]I B o6pa3uax Ne 1-4 onpeznensiercs B COOTBETCTBUH C
unctpykuen k COIL

3.2. Ina KO1 nomxHO (puKCHpOBATHCS HATMYUE OJHOTO MHKA IUIABJICHHUS, COOTBETCTBYIO-
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uiero reHotuny «HopmanbHasi TOMO3UTOTa», U ONPEAEATHCS 3HAUCHHUE TeMIlepaTyphl IIaBICHUS:
no ka"Haiy «<FAM» (55 £ 3) °C u no kanainy «<HEX» (45 +3) °C.

3.3. g KO2 nomkHO (hPUKCHPOBATHCS HAJTMYUE OJHOTO IMHKA TUIABJICHUS, COOTBETCTBYIO-
uiero reHotuny «MyTaHTHas TOMO3UTOTay, U ONpPeNessaThCs 3HAUYCHUE TEMIEPaTyphl IIABIICHUS:
o kanaiy «<FAM» (43 £ 3) °C u o xanaiy «<HEX» (56 + 3) °C.

* JIOTIOTHUTENBHO B JAHHOW MHCTPYKIMH OYAyT NpPUBEICHBI JaHHBIE 00 OICHKE JMarHo-
CTHYECKOHU CeUn(PUIHOCTH, TIOITyUYECHHBIE B X0/I€ KIMHUYECKUX UCIBITAHUNA JAHHOTO Habopa.

4. MEPBI IPEJOCTOPOXHOCTH

Buumanue! HecoOuionenue npuBeNéHHBIX HHKe TPeOOBaAHUI MOKET NPUBECTH K
HCKakeHH10 pesyabTaros ITLP.

4.1. INoreHnmanbHBINA pUCK MpuMeHeHHsT Habopa — kiace 20 ([Tpuka3z M3 PO ot 06.06.2012
Ne 4n).

4.2. Ilpu pabdote ¢ Habopom cneayeT cobmoaars CII 1.3.2322-08 «bezonacHocTh paboTHI €
Mukpoopraiusmamu |1-1V rpynn maroreHHocTu (OnacHOCTH) M BO3OYAMTEISIMHU Iapa3sUTapHBIX
Ooe3Hen».

4.3. Jlng mpenoTBpaiieHuss KOHTaMHUHAIIMU HEOOXOAUMO TEPPUTOPUATHHO pa3/esTh dTarbl
BoieneHus JIHK/PHK u moctanoBku [P cormacno MV 1.3. 2569-09 «Opranuzanus paboTsl na-
OopaTopuii, UCONB3YIOIKUX METO/IbI aMIUTM(PHUKAIIMN HYKIEUHOBBIX KUCJIOT IPpHU paboTe ¢ MaTepu-
asioM, cojiepKaliuM Mukpoopranusmsl |-1V rpymnn naToreHHOCTH.

4.4. IIpu pabote c HaAOOPOM cieyeT HaJleBaTh OJHOPA30BbIe METUIIMHCKHIE TIEPUATKH.

4.5. Kaxxnoe paboyee MECTO TOJKHO OBITH CHa0KEHO COOCTBEHHBIM HAOOPOM J03aTOPOB Tie-
peMeHHOro o0beMa, HEOOXOAMMBIMH BCTIOMOTATEIbHBIMH MaTe€puajiaMu U 00OpyJOBaHHEM. 3a-
MIpelaeTcs UX NepeMenieHne Mexay pabounMy MECTaMH.

4.6. lns mpoBeeHNs peakuuu aMmIuMdukanuu ¢ aerekuuei npoaykros ILP B pexume pe-
aJIbHOTO BPEMEHU HE00XOIMMO HUCIOJIB30BATh TOJIBKO OJHOPA30BbIe HAKOHEUHHUKH C (GUIBTPOM ISt
7103aTOPOB.

4.7. He momyckaeTcsi UCIIOJIb30BAaHUE OJHUX M TEX K€ HAKOHEYHUKOB MPHU J00aBICHUU pa3-
HBIX 00pa3IoB.

4.8. ITocne okoH4YaHUs paboT I AS3MH(EKINN U MPEIOTBPAIIEHHs] KOHTAMUHAIIMK BCE pa-
0oure TOBEPXHOCTH U 000PYIOBaHUE CIENYET MOABEPTHYTh ACHCTBUIO OaKTepUIHIHBIX YD jami
B TeueHue | yaca. 3areM 00paboTaTh periiaMeHTUPOBAaHHBIMHU CAHUTAPHBIMU MPaBUIIAMU J1€3UH(U-
[UPYIOLIUMH cpelncTBaMu (makumu, xkax: 0,2% pacmeop «I1-2T»; 1-3% pacmeop «Quabaxy,
0,5% pacmeop «Jluzagumny; 0,5-1% pacmeop « Mucmpanvy, 0,5-2% pacmeop «Beamoneny).

4.9. Bce ucnonb30BaHHBIE OJHOPA30BBIC MAaTEPHANIbI MOABEPTraTh 00pabOTKe Ne3MHPHUITUPY-

IOIUMH CPEJICTBAMH C TIOCHenyronel yrrm3anuend (cM. MY-287-113 «MeTtonuueckue ykazaHus
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Mo Je3uH(EKIUH, MPEACTEPUIU3AUOHHON OYHUCTKE U CTEPHIIM3AlMU HM3JAEIUNA MEIULHUHCKOTO
HA3HAYCHUS).

4.10. Ilpu ucnons3zoBaHuM Habopa o0pa3yroTcsi 0TX0/bl KiaccoB A, b u I', koTopsle kinaccu-
GUIMUPYIOTCSA U YHUYTOXKAIOTCS (yTuausupytores) B coorBercTtBun ¢ CanlluH 2.1.7.2790-10 «Ca-
HUTAPHO-3MUIEMUOJIOTHYECKHE TPeOOBaHU K OOpallleHHI0 ¢ MEIUIMHCKUMU OTXOoAaMu». Jle3uH-
dexnuo HabOpPOB peareHToB clieAayeT MpoBoAuTh Mo MY 287-113 «MeTtoaudeckue yka3zaHUs I10
Ne3UH(EKINN, TPEACTEPUIN3ANMOHHON OYUCTKE M CTEPUIIM3AIMK U3eNTUil MEJUIIMHCKOTO Ha3Ha-
YEHUSI.

5. OBOPYJAOBAHUE U MATEPHUAJIbI
— aMIuUKaTOp ¢ PIyOPECHeHTHOM JeTeKINel B peKUME PealbHOTO BPEMEHH:

«CFX96» (dpupma «Bio-Rady», CIIIA);

— JTaMUHApPHBIN O0KC 2-T0 Kjlacca OMOJIOrHYecKo 3amuThl (00KC abakTepualbHON BO3IYIII-
Hoii cpennl Tuna BABn-01, «Jlamunap-c», 3A0 «Jlamunapusie cucremsl, Poccus);

— XOJIOAWJILHUK OBITOBOM, MOAAep)KUBArOIINH Temneparypy (2-8) °C;

— munu-teiikep PSU-2T (bupma «BioSany, JlaTus);

— mukpouentpudyra tuna «Eppendorf MiniSpin» (dhupma «Eppendorty, 'epmanus);

— J103aTOpBl OJIHOKAHAJbHBIE C IMEPEMEHHBIM O0BEMOM, CO CMEHHBIMH HAKOHEYHHKAMU
(pupma «Biohity, ®unasIHAN);

— BCTpsAxXuBarenb s npodupok (Bio-Vortex V-1 plus, pupma «BioSany, JlaTBus);

— TepyYaTKd MEIUIMHCKHE OIHOPA30Bbleé HECTEPUJIbHBbIE HEOMYAPEHHbIE JAaTEKCHBbIE HIIN
HeomnpeHoBble (nepuatku «NeoTouchy, pupma «Ansell HealthCare», ['epmanus);

— OJJHOpa30Bble HAKOHEYHUKHU JIJISl 103aTOPOB € 3AIIUTHBIM (PUIBTPOM /a3p0O30JbHBIM Oaph-
epoM (pupma «FinnTip», ®unnasHANA);

— MITATUBBI i1 MUKPOTIPOOUPOK BMeCTUMOCThIO 1,5 — 2 M u 0,2 mi (pupma «Xenukon,
Poccus);

— KOHTeHHep st copoca oTxon0B («KoHTeiHep a1t cOpoca OCTpPOro WHCTPYMEHTApUS —
EK-01», pupma «kKM-ITPOEKT», Poccus);

— HOX KaHIEISPCKUN.

6. IOAI'OTOBKA AHAJIN3UPYEMBIX OBPA3IIOB U PEATEHTOB

6.1. [ToaroroBka aHaJM3MupyemMbiX 00pPa3lOB.

Jlyig aHanu3a MOATrOTOBUTH KIMHUYECKHE 00pa3iibl (OYKKaIbHOTO SMUTENNS, EIbHON KPOBH) C
nomotpio HabopoB s BeyieneHus JIHK «Peanbecr-I'enetnka JIHK-skcmpece» wnu «Peanbect
skctpakius 100».

Kaxxnas rpynma obpasnos, npoxoasimas depe3 npouenypy Boiaenenus JIHK, nomkna comep-

xath KO1 u KO2, koTopbie SBISIOTCS KOMIIOHEHTAMU JaHHOTO Habopa.
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6.1.1. Beinenenue JIHK ¢ momompsto Habopa pearentoB «Peanbect axcTpakiust 100».

Breigenenue JIHK u3 o0pasinoB mpoBoauTh 0e3 J100aBlIeHUsT BHYTPEHHETO KOHTPOJIBHOTO 00-
pasua (BKO). KO1 u KO2 npoxonsr npouenypy Boiaenenus JJHK ananoruuno monoxxuteabHOMY
KoHTposibHOMY 00pa3iy (IIKO) (cMm. mHCTpyKIHIO Habopa JJIs BBIJICICHUS ).

Omonuio 00pa3noB mpoBoaAuTh B 200 MK AIIOMPYIOMIETO PAacTBOPa, BXOJSAIIETO B COCTaB
Habopa ans BeigeneHus. 3arem 106aButh 400 MK monpyroniero pactBopa «I eHeTHKay, BXOASIIETO
B COCTaB JlaHHOro Habopa. TuiarensHO mepemeniath Ha BopTekce. LIeHTpudyrupoBars Ha MUKpOLICH-
tpudyre npu 13000 06/MuH 1 MUHYTY. Y CTaHOBUTH MPOOUPKH B MArHUTHBIN IITATHB.

6.1.2. Beigenenue JIHK ¢ momompsto Habopa pearenToB «Peanbect-I'enernka JIHK-3kcpecey.

Boigenenne JIHK u3 00pa3iioB npoBOJUThH COTJIACHO MHCTPYKIMHU Hadopa. IIpoObl rotoBbl K
mocranoBke I11IP-ananu3a.

6.1.3. Beinenennyto JIHK xpanuts npu remmnepatype (2-8) °C ne 6omee 24 gacos.
6.2. [TonroTroBKa peareHToB.

[lepen HayamoMm paboThl W3BJIEYs HAOOP M3 XOJOMWIBHHUKA, BhiAEpKaTh npobdupku ¢ ['PC B
ynakoBke (He BckpbiBas!) mpu tremnepatype (18-25) °C ne menee 30 MuHYT. 3aTeM BCKPbHITh YIIaKOB-
Ky, aKKypaTHO C MOMOIIBIO KAaHIIEISIPCKOTO HOXKa OTpe3aTh HEOOXOJMMOE KOJIUYECTBO (IO YUCITY
HO/ITOTOBJICHHBIX MPOO, BKITFOUast KOHTpousbHbIe 00pasipr: 1 KO1 u 1 KO2) npodupok ¢ I'PC. Otpe-

3aTh MPOOUPKH CIIETYET BMECTE C MOKPHIBAIOIIECH MX TUIEHKOM.

Buumanue! OcraBimecss HeMcnonb30BaHHbIMU MTpoOupku ¢ ['PC ymakoBarhk B makeT ¢ OCyIIU-
TeJIeM, YIAUTh U3 HEro JUIITHUNA BO3yX U MJIOTHO 3aKPBITh 3aXKHM.

[Tocne nepBoro BckpeITUs yrmakoBKu cpok rogHoctu ['PC mpu Temnepatype xpanenus (2-
8) °C cocraminser 3 mecsiia.

KO1 u KO2 nocne BCkpbITHS IPOOHPOK XpaHUTH 1pH Temneparype (2-8) °C e Gonee 1 me-
csila WM anukBotamu o 50 mxu1 mpu Temneparype munyc (18-24) °C ne 6onee 3 mecses.
7. TIPOBEJEHUE AHAJIN3A

7.1. Heobxoaumoe komudecTBO mpodupok ¢ ['PC nmpoHyMepoBaTh U PacoOIOKUTh B IITATHUBE.

Buumanue! Hangnucu crnemyer pacronaraTh Ha OOKOBOW dacTH MpoOupok. Ontuyeckas
TUIEHKA JOJKHA OCTaBaThCs YUCTOM!

7.2. B kaxayo mpoOUpKy J03aTOPOM C OTIEIEHBIM HAKOHEYHHKOM C (MIETPOM BHECTH TO

50 Mkt pactBopa Beienernoit JIHK. He 3axBarbiBath ocanok!

[110THO 3aKIeUTh MPOOUPKH ONTUYECKOH MIEHKOH.
7.3. ITomectuth pobUpKU B MUHU-ILIEHKep. [lepememiaTs conep:kumoe mMpoOUpPOK ¢ 4aCTOTOU
BpamieHust 1200 0o6/MuH B TeueHrue | MHUHYTHI.

7.4. IlomecTuTh MPOOUPKHU B aMILIU(UKATOP.
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7.5. 3amporpammupoBaTh NpPUOOp IS TPOBEACHHUS aMIUTU(DHUKAIMKA CHEU()UIEecKoro
¢parmenta JIHK denoBeka u peructpanuil KpUBbIX IIABJICHUS.

[TporpamMmMupoBanue aMIui(GuUKaTopa MPOBOJUTH B COOTBETCTBHH C MHCTPYKITUEH K MPUOOPY
unn. 7.6.-7.9.

7.6. 3anporpaMMupOBaTh MIPOTOKOJ MPOBEACHUS PEeaKUU aMIUTU(PUKAIUN U ACTEKIMH KpU-
BBIX IJIABJICHUS:

— 1 cragus: 50 °C — 2 MUHYTHI;

— 2 craaus: 95 °C — 2 MUHYTBHI;

— 3 craaus: 50 mukiios (94 °C — 10 cexkynz, 60 °C — 20 cexyH);

— 4 cranus: «kpuBas miaasieHus» ot 27 °C no 75 °C c marom 1 °C B TeueHue 5 cexyHn (u3-
MepeHue (pIyopecieHIIny MPOBOANTE Ha KaXK/I0M Iare);

— 5 cragus: 10 °C — 1 MunyrTa.

7.7. BoiOpath KaHabl AETEKIIMN KPUBBIX IJIaBieHUs AymiaekcoB cnenuduunoro JJHK-30n12
Y IPOAYKTA aMIUTH(DUKAIIUY JIJIST PETUCTPAIIUN TeHETHISCKUX MOJIMMOP(HU3MOB:

«FAM» — peructpanmst C(-344)T rena CYP11B2,;

«HEX» — peructpanus G1378T rena ADD1.

7.8. 3amporpamMMHupoBaTh TOJOXKEHHE MPOOMPOK C HCCIACAYEMBIMA W KOHTPOJIBHBIMU
oOpa3amu COrJIacCHO MHCTPYKIIMU K UCIIOJIb3yeMOMY IIpubopy.

7.9. 3anmycTUTh POrpaMMy M MPOBECTH PEAKINI0 aMIUTH(PHUKAINN C peTUCTpanuen gryopec-
LEHILIUH B PEKUME PEAIbHOT'O BPEMEHH.

8. AHAJIN3 U YUET PE3YJIbTATOB

8.1. YcioBusi aHaIM3a U y4€Ta pe3yabTaTOB

Hns KO1 B xananax aerekiun «FAM» 1 «HEX» nomkHO duKCHUpoBaThCS HaIUYHE OJHOTO
MUKa TUTaBIIEHUS, COOTBETCTBYIONIETO TeHOTUNY «HopManbHasi TOMO3HIOTay, U OMpenesaThCs 3Ha-
YeHHE TEMIIEPATYPhI IIABICHHUS.

Jlis KO2 B kananax aereknun «FAM» u «HEX» momkHO GUKCHPOBATHCS HATUYHE OIHOTO
MUK TJIABJICHHS, COOTBETCTBYIOLIET0 reHOTUuNy «MyTaHTHas TOMO3UIOTa», M ONpeAeNsaThCs 3Ha-
YeHHE TeMIIEPATYPhI ILIABICHHUS.

8.2. Anaam3 pe3yibTaToB omnpeneneHusi noaumopusmo C(-344)T rena CYP11B2 u
G1378T rena ADDL1.

8.2.1. Jlns xaxxmoro ucciemyemMoro oopasina B kaHanmax aetekunn «FAM» u «HEX» nomxen
(dbuKcUpOBaTHCS OJUH (B CIIy4ae TOMO3UTOTHOTO HOCHTEILCTBA) WM J1Ba (B CIy4yae TeTepPO3UTrOTHO-
r0 HOCUTEILCTBA) MHKA IJIABJICHUS U OTPEACIIATHCS 3HAUCHUE TeMITepPaTyphl TUIaBICHUSI.

8.2.2. 'enoTun anamuzupyemoro obpasia yuutbiBaeTcsa kak «HopManbHas roMO3UToTay, CIu

JUIs 3TOro oOpasina (QUKCUpyeTCsl HaJu4Me OJHOrO MHUKa IUIABJIEHUS, IpPU STOM 3HAuYEHUE
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otnnuaeTcst He 6osee yem Ha 2 °C ot Temmeparypsl iaBiaeHus ;s KO1.

8.2.3. 'eHoTHIl aHAMM3UPYEeMOTro 00pasia yduThiBaeTcs Kak «MyTaHTHAs TOMO3UTOTay, €CIIU
e 3TOro oOpasna (QUKCHpPYeTCs HaJMyue OJHOTO MHKA IUIABJICHMS, NPU 3TOM 3HAYCHHE
otrnnuaeTcs He 6ojee yem Ha 2 °C oT Temmeparypsl miaBiaeHus st KO2.

8.2.4. I'eHoTHI aHANTU3UPYEMOTO O0pa3iia yuuThIBaeTcs Kak «['erepo3urora», eciu Jiisl 3TOro
obpasua (uKcupyeTcs HaIu4yue JBYX MUKOB IUIABJICHUS, IPU ATOM 3HAUY€HUE OHOTO OTIMYACTCS
He 6ozee uem Ha 2 °C oT Temmneparypsl miasienus st KO1, a Temneparypa BTOpOro oTiIM4yaeTcs
He Oosiee yem Ha 2 °C ot Temneparypsl mwiaBiaeHus ;s KO2 (moapobuee cm. B [Ipunoxennu 1 u
[TpunoxxeHuu 2 K TaHHOW UHCTPYKLIUN).

8.3. Pe3ynbTar reHOTUNIMPOBAHUS CUUTAETCS COMHMTEIBHBIM, €CJIM TEMIIEpaTypa IJIaBICHUS
MPOAYKTOB THUOpuaM3auu oTiinuaercs 6omee yeM Ha 2 °C oT 3HaueHui, noiydeHHbIX st KOI
u/umn KO2. CoMHUTEIBHBIC PE3YAbTAThl HE MOAJIEKAT aHANIKU3Y U YUETY. B ciiyyae COMHUTENBHOTO
pe3ynbraTta He0OXOAMMO IPOBECTH MOBTOPHBIN aHAIN3 JAHHOTO oOpaslia, HaYMHas ¢ dTana Bblje-
nenus JJHK wium 3a6opa matepuana.

B Ilpunoxennn 3 MHCTPYKIMH IPUBEIEHBI HEKOTOPHIE TPUMEPBI COMHUTEIBHBIX PE3YIbTATOB
Y UX BO3MOXKHAsI HHTEpIpeTaIHsl.

8.4. lnarnoctudeckasi 3HaYUUMOCTh

Cepneuno-cocyaucteie 3aboneBanus (CC3) sBISIOTCS OCHOBHOW MPUYHHON CMEPTH BO BCEM

Mmupe. Puck pa3BUTHS CepAeYHO-COCYAUCTHIX 3a00JIeBaHUN CKIIAJBIBAETCS U3 COBOKYMHOCTH MHO-
&KecTBa (PaKTOpOB, KaK BHEIIHUX (00pa3 KM3HH, MUTAHUE, CTPECCHI, IKOJIOTHUsI, IEpEeHECEHHBIE pa-
Hee 3a00J1eBaHus ), TaK U CBSI3aHHBIX C TEHETUYECKOU NMPeApacioioKeHHOCTbI0 KOHKPETHOTO UHIU-
BUJa. Bxiiag HacinencTBEHHOCTH B pa3BUTHE THUIEPTOHUYECKOW Oose3Hu oneHuBaercs B 40-65%.
Ponb renetnueckux ¢hakTopoB MOKa3aHa B Pa3BUTUU MPEIKIAMIICHH, PUCK HH(PAPKTOB U UHCYIHTOB
TAKXK€ 3aBUCUT OT T€HETUYECKOU MPEIPaCcoNOKEHHOCTH. [ KaKI0M U3 MaTOJIOTU HEBO3MOKHO
BBIJICJIUTh €IMHCTBEHHBI OTBETCTBEHHBIH T€H, HEOOXOMMO pacCMaTPHUBATh BIMSHUE COBOKYITHO-
CTH Pa3UYHBIX TOJIUMOP(U3MOB B Psiic TEHOB.

CYP11B2 (Anvoocmeponcunmasa). Anvnocreponcunrasa (CYP11B2) karanusupyer cuH-
T€3 aJbJIOCTEPOHA, MUHEPATOKOPTUKOM/IA, UTPAOILEr0 CYIIECTBEHHYIO POJib B PETYISALUU apTepH-
QJIIbHOTO JTaBJICHMSI, YBEIUUMBasi peadCopOLMIO JIEKTPOIUTOB U BoAbl. CaMbIM pacipoCTpaHEHHBIM
noxumopdusmom CYP11B2 sensiercs 3amena C(-344)T B perynstopHoii obnactu reHa. [y Hocu-
teneit reHotuna C/C (HopMa) pUCK THIIEPTOHUH JJOCTOBEPHO HMXKE, deM st reHotuna T/T.

ADDI1 (a-A0dyyun). llponykt rena ADD1 npuHuMaeT ydyactre B GOpMUPOBAHUHN IIUTOCKE-
JeTa, B mepenaye BHYTPUKIETOUHBIX CUTHAJIOB, PErYIHPYET aKTUBHOCThH KalHii-HATPUEBOTO HACO-
ca. [omumopdusm G1378T rena ADD1 mpuBoauT kK 3amMeHe aMHHOKUCIIOTHI B Oenke Gly460Trp.

V3MeHeHHbI 0el0K aKTUBUPYET Kalui-HaTPHEBBIH HACOC B MOYEYHBIX KaHANbLIAX M TEM CaMbIM
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CIOCOOCTBYET 3a/Iep KaHUI0 HATPUs B OPTaHU3ME, UYTO SBJISETCS IIYCKOBBIM MEXaHU3MOM DPa3BUTH
TUIIEPTOHUH, OCOOCHHO €€ CoNieuyBCTBUTEIbHOTO BapuaHTa. [lokazana cBsa3p amtens 1378T ¢ ru-
nepTpoueii IEBOro KeIyI0uka U KOPOHAPHOW OOJE3HBIO cep/ia y TUrepToHUKoB. [IposBieHus
nomumopdusma G1378T rena ADD1 3aBucar ot coueranus ¢ noaumopduzmamu renoB CYP11B2 u
ACE.

Bornee moapoGHO 03HAKOMUTHCS C TMATHOCTUYECKON 3HAUMMOCTBIO OIIPEIEIEHUS OJHOHYK-
neotugabIx noaumMophuzMoB C(-344)T rena CYP11B2 u G1378T rena ADD1 MoxHO B iuTepary-
pe:

Acagymuna I'.B., TykrapoBa U.A., Myctaduna O.E. u ap. Acconmanusi nonumopduzma
C(-344)T rena ayibIOCTEPOH-CUHTETA3bl C ICCCHIMAILHOW TUNIEPTOHMEH // MolleKkysipHas OHoI0-
rus, 2002, T. 36, C. 805-806.

Hedenora 10.b., )KykoBa A.B., Bunnuk M.A. u ap. CtpykrypHble TOTUMOP(U3MBI TEHOB
PEHUH-aHTHOTEH3MHOBOM CUCTEMBbI U a-aJiylliHa B (JOPMUPOBAHUU HACIEICTBEHHOU Mpeapacio-
noxeHHocTH K passutuio I'b // Aprepuanbnas runeprensus, 1999, Ne 1, C. 44.

[Ty3sipeB B.I1., Kapnios P.C. I'enetuka aprepuanbHOi runepToHuu. PykoBoacTBo mo apre-
puansHo# runepronuu / [lox pen. Yazora E.W., Yazosoit 1.E. M.: MenuaMenuka, 2005, 784 c.

TobasxonoBa b.b. [Tonmumopdusm reHoB a-ayliiHa U IPEICEPIHOTO HATPUIYPETUUECKOTO
MEeNTH/a B Pa3BUTUH apTepUaIbHON FMIEPTOHUM y Ka3axoB // TepaneBTuueckuit BecTHUK, 2009, Ne
4, C. 20-22.

Bianchi G., Ferrari P. & Staessen J. Adducin polymorphism: detection and impact on hyperten-
sion and related disorders // Hypertension, 2005, V. 45, N. 3, P. 331-40.

Cooper Worobey C., Fisher N., Cox D. et al. Genetic polymorphisms and the risk of accelerat-
ed renal function decline in women // PloS one, 2009, V. 4, N. 3, P.e4787.

Lim P.O., Macdonald T.M., Holloway C. et al. Variation at the Aldosterone Synthase
(CYP11B2) Locus Contributes to Hypertension in Subjects with a Raised Aldosterone-to-Renin Ra-
tio // Journal of Clinical Endocrinology & Metabolism, 2002, V. 87, N. 9, P. 4398-4402.

Manunta P., Citterio L., Lanzani C., Ferrandi M. Adducin polymorphisms and the treatment of
hypertension // Pharmacogenomics, 2007, V. 8, N. 5, P. 465-72.

Sanada H., Jones J.E., Jose P. Genetics of salt-sensitive hypertension // Current hypertension
reports, 2011, V. 13, N. 1, P. 55-66.

Staessen J., Wang, J.G., Brand E. et al. Effects of three candidate genes on prevalence and in-
cidence of hypertension in a Caucasian population // Journal of hypertension, 2001, V. 19, N. 8, P.
1349-58.
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9. YCJIOBUSA TPAHCITIOPTUPOBAHUSA, XPAHEHUSA U IPUMEHEHUS HABOPA

9.1. TpancopTupoBaTh M3JENUS CIEAYET TPAHCIIOPTOM BCEX BUIOB B KPBITBIX TPAHCIOPT-
HBIX CPEJICTBAaX B COOTBETCTBUU C IIPaBUJIAMHU I1EPEBO30K, JEHCTBYIOIIMMHU HA TPAHCIIOPTE JaHHOTO
BHIa, TIpu Temneparype (2-8) °C. [JonmyckaeTcst TpaHCIOpTUPOBaHUE MTpH Temneparype a0 25 °C He
6onee 10 cyTok.

9.2. Xpanenue Habopa B YIIAKOBKE MPEANPHITUS-U3TOTOBUTENS JOJDKHO OCYIIECTBIATHCS
pu temueparype (2-8) °C B TedyeHue BCEro cpoka roJHOCTH B XOJOJWIbHBIX KamMepax WM XOJIO-
JTWIbHUKAX, 00eCleYnBaIONINX pEriiaMeHTUPOBAHHBIN TeMIIepaTypHBIA PEXHUM C €XKeIHEBHOM pe-
TUCTpaIieil TeMIeparypsbl.

9.3. Cpok rogHocti Habopa — 12 mecsueB co AHS Bblycka. He nomyckaercs nmpumeHeHUe
HAaOOpPOB IO UCTEUYECHUH CPOKA UX TOAHOCTH.

9.4. 1ns nomyueHus: HaAEKHBIX PE3yabTATOB HEOOXOJUMO CTPOroe COOMIOACHUE TaHHOM MH-
CTPYKIMU IO TPUMEHEHUIO Habopa.

10. TAPAHTHMHBIE OBSI3ATEJILCTBA

10.1. TIpomsBoamTenbs TrapaHTHPYET COOTBETCTBHE BBIIYCKAEMBIX H3/CIHIA TPEeOOBAHUSAM
HOPMATUBHOM U TEXHUYECKOHN IOKyMEHTAIUU.

be3onacHOCTb U KaueCTBO U3/IEIHS TAPAHTUPYIOTCS B TEYEHUE BCETO CPOKA FOJTHOCTH.

10.2. TIpou3BoauTens OTBEYACT 32 HEJOCTATKH W3JIENHS, 32 UCKIIOYCHUEM Je(eKTOB, BO3-
HUKILIUX BCJIEJCTBUE HAPYILIEHUS NPABUII MOJIb30BaHUs, YCIOBUM TPAaHCIIOPTUPOBAHUS U XpaHEHMUS,
100 NeHCTBUS TPETHHX JIUL, TMOO0 HEMPEOI0JIUMON CHUIIBI.

10.3. IlpousBouTens 00s3yeTcs 3a CBOI CUET 3aMEHUTh U3JeNIne, TEXHUUECKue U (PyHKIMo-
HaJIbHbIE XapaKTEPUCTHUKU (IOTPEOUTENTHCKUE CBOMCTBA) KOTOPOTO HE COOTBETCTBYIOT HOPMATHB-
HOM M TEXHWYECKOW JOKYMEHTAIMH, €CIM YKa3aHHbIE HEJOCTATKU SBUJIUCH CIIEJICTBUEM CKPBITOTO

,Z[C(I)CKTB. MaTCpHraJIOB UK HCKAYCCTBCHHOI'O U3IrOTOBJICHUSA U3ACIIUS TPOU3BOJUTCIICM.

I[To Bompocam, kacarommMcs KadectBa HabOopa «Peanbecr-I'emernka CYP11B2
C(-344)T/ADD1 G1378T», cnienyer obpamatscs B AO «Bekrop-Becr» 1o aapecy:

630559, HoBocubupckas 06:1., p.m. KombsioBo, HayuHo-npon3BoacTBeHHAas 30Ha, KOpIL.36,
koMH.211, Ten. (383) 227-67-64, Ten./dakc (383) 363-13-46.

E-mail: vbobtk@vector-best.ru
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IMPUJIOKEHUE 1

I'EHOTHUII
«HopmanbHast «MyTaHTHast
= «I'erepo3urora»
= roOMO3HUIroTa» rOMO3HUI0OTa»
=
=3 = JIBa muka
5 I~ § OnmnH nuk wiasie- | OQuH UK IUIaBJIe-
o = < JIaBJICHUS,
S =< HHS, OTJINYAETCS HUSI, OTJINYAETCS
s OTJIMHAIOTCA
= He Ooiee He Ooiee
He Ooiree
gyeMm Ha 2 °C gyeMm Ha 2 °C
gyeMm Ha 2 °C
ot KO1 ot KO2
ot KO1 u KO2
CYP11B2 C(-344)T «FAM» C/C TIT CIT
ADD1 G1378T «HEX» G/G TIT GIT
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HPUJIOKEHHUE 2
Pabora ¢ nerexkrupyromum amminpuxkaropom «CFX96» (pupma «Bio-Rad», CLLIA).
IIpumeyanue. /[ wunrocTpauuy B HACTOSIIEW MHCTPYKLUHH HCIOJIB30BAaHBI CKPUHIIOTHI
nporpammbl Bio-Rad CFX Manager v3.0. [l apyrux Bepcuii [10 BHemIHMIA BT MOKET HE3HAYH-
TEJIbHO OTIUYATHCA OT MPUBEAEHHOTO HUXKE.
A. 3anyck peaknum
1) 3anporpaMmmMupoBaTh MIPOTOKOJI MTPOBEACHUS PEAKIINH AMILTU(GUKALNN U JCTCKITUH KPUBBIX
iaBiacHus (3akiaaaka «Protocoly):
— YcranoButh 006EM o0pasiia — 50 mxit («Sample Volume 50 ul»)
— 1 mar: 50°C — 2 MUHYTBI;
— 2 miar: 95°C — 2 MUHYTBI;
— 3 mar: 94°C — 10 cexyHz,
— 4 war: 60°C — 20 cexyHz;
— 5 miar: otop («Insert GOTO»), Haunnas ¢ mara 3, emi€ 49 pa3 — cymmapHo 50 HHUKIOB;
— 6 miar: «kpuBas miasneHus» («Insert Melt Curve») ot 27 °C go 75 °C ¢ yBenuveHueM Ha
1°C; maKyOanus Ha KaKI0H TeMIlepaType B TEUEHUE 5 CEKYH]I C U3MEpPEHHEM (IIyOpECLCHITHH;
— 7 war: 10°C — 1 munyrTa.

Protocel Editor - VB-Genetika-Melt.prel ()

File  Settings Tools

HI ‘i% InsertStep

Sample Volume ul

Est. Run Time 01:33:00 9

1 2 3 4 5 [
950 C 840 C
Z:00 010 750 C
200 T 270 C
0 005
” 3
45 x
1 500 C for2:00
l Insert Step l 2 850 C for2:00
—~ 3 940 C for0:0
l Insert Gradient l 4 600 C forD20
— 5 GOTO3 .45 maore times
= 6 MeltCurve P71] to750 C, increment 10 C,
for 0:05 + Plate Read
| 7 100 C for 1:00
lE* Insert Mett Curve l END

l@ Delete Step l

[ ok || Cancsl

Buumanmne! Mzuepenue ¢nyopecyenyuu na wace 4 6 0aHHoM npomokoie He nposooumcs!
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2) 3amporpaMMHpOBaTh IOJOXEHHE MPOOHUPOK C HCCIACIYEMBIMH H KOHTPOJbHBIMH
obpasnamu (3akmanka «Plate»). BeiOpaTh kaHanbl ACTEKIMM KPUBBIX ILIABJICHUS AYILICKCOB
cneuupuynoro JIHK-30mma u mpoaykra ammumdukanugy i PETUCTPAllMM  T€HETHYECKUX
nomumopdu3mMoB: «FAMy, «HEX», «ROX».

3) 3amycTuTh IporpaMmy (3akiiagka U KHomka «Start Runy») u mpoBecTu peakiuio aMIuiudu-
Kalluu C perucTpanueii GryopecieHIny B PeXIMEe PEaTbHOTO BPEMEHH.

B. Perucrpanusi u y4éT pe3yJibTaToB

/

Wﬁings Export  Tools Plate Setup ~ ';'3‘ Fluorophore = ‘ ?
Mekt CUNEE Melt Curve Data ‘;_!} Custom Data View a Fun Information
Melt Curve . Melt Peak .
5500 T T T T T T T
B0 4 -
5000
= 07
T
=] =)
& 4500 - D E
T -804
4000 4 s s _100 4 L\t ! I
: : : -150 , . . ; . .
30 40 50 60, 70
Temperature, Celsius Temperature, Celsius,
e ———
FAM ] ROX @e: tep Mumber: |6
l 2 @ L 3 5 v g 4 U R e Wel § Fuor ¢ Target { Cortert A| Sample T":fr'l‘p o~
A Unk || Unk |ﬁ| Unkg || Unk || Unk || Unk || Unk A0S FAM GNB3 Unkn01 2340985227 47.00)=
B unk | unk I un IUnkl.D unk || unk I} unk I unk ADS FAM GNB3 Unkn-01 234098522 57.00
BO5 FAM GNB3 Unkn-02 2341073227 57.00
c Unk || Unk f Unk3 Jf Unkil jf Unk Jf Unk Jf Unk | Unk B05  FAM GNB3  Unkn02 2341073227 | 47.00
D unk Il unk I unks ok | unk | unk | unk | unk Cos FAM GNB3 Unkn-03 2341075227 57.00
Doz FAM GNB3 Unkn-04 2341082227 | 4800
E Unk || Unk [} UnkS fj Unkis | Unk || Unk || Unk || Unk E05 FAM GNE3 Unkn05 2341080227 | 47.00
FO5 FAM GNB3 Unkn-06 2341084227 | 47.00
F unk | wnk || unke [fusks f| unk | unk | unk || unk e
G05 FAM GNB3 Unkn-07 2341096227 | 47.00
G Unk || Unk || UnkZ || Unki5 || Unk || Unk || Unk || Unk GO5 FAM GNB3 Unkn-07 2341096227 57.00
HO® FAM GNB3 Unkn-08 2341097227 57,00
H Unk || Unk [} Unk8 |f Unkis || Lnk || unk || Unk || Lnk
ADE FAM GNEB3 Unkn-09 2341099227 57.00 T
Completed | | | 5can Mode: All Channels | Plate Type: BR Clear | Analysis Mode: Baseline Subtracted Curve Fit

Jlis mpocMOTpa pe3ysIbTaTOB aHalIM3a MOoCIe OKOHYaHMs PeakiUM CleIyeT BbIOpaTh BBEPXY

3aknmaaky «Melt Curvey» ] wet Cuve  Ha rpaduke ciieBa 0TOGPAKAIOTCS HCXOIHBIC TAHHBIC HM3-
MEpEHUsI HHTCHCUBHOCTH (DJTyOPECIICHIIMN B 3aBUCHMOCTH OT TEMIIEPaTyphl, ITOT ke Tpaduk oTo0-
pakaeTcsi B peaJlbHOM BpEeMEHH BO BpeMs peakuuu. Ha rpaduke crpaBa mpeactaBieHbl 00pado-

TAHHBIC KPUBLIC, UMCIOIINEC BHU/] IIMKOB IIJIABJICHUS. B Mmenio nog Ppa(l)I/IKOM Haao BBI6paTB THII 1N~

KOB: OTpHIATENbHBIE | oo 1/PE: . B Talnuie crpaBa BHU3Y OTOOPAXKAOTCs 3HAYCHUS

TeMIlepaTyp IUIABJICHUS JUIs BbIIEIEHHBIX 00pa3ioB. O0pasel, Ha KOTOPBIA HaBeJAEH Kypcop, MO-
CBEUMBAETCS KHUPHBIM B TaOJIHIIE U HA TpaduKax.
s KO1 u KO2 B COOTBETCTBYIONMIMX KaHANaX ACTEKIMH JOHKHO (PHUKCHUPOBATHCS MO OHO-

MYy NUKY IUIaBJeHus. Bo3MoXHBI 1Ba BapuaHTa pacnoioxkeHnus nukoB 1iasiaeHus KO1 u KO2:
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1) KO2 moxeT umeTh 6oJiee BRICOKYIO TeMIlepaTypy 1iasienus, uem KO1;

2) KO1 moset umeTtsb Oosiee BBICOKYIO TeMIlepaTypy IiaBienus, yem KO2.

Tounas napopmanus o 3HaueHuu Temmeparyp iasiaenus g KO1 u KO2 st koHKpeTHOTro
Habopa peareHToB npuBeneHa B mil. 3.2. u 3.3. MHCTpyKIu#u 1o MPUMEHEHHIO 3TOr0 Habopa.

Bapuant 1. Omnpenenenne renotumna ooOpasna (KO2 wmmeer Gojee BBICOKYIO TEeMIIEpaTypy

maBieHus, yem KO1).

Melt Peak Melt Peak

-d{RFU)/dT

100 4

FOMO3HIOTA:
-180 | b } }
30 40 50 60 70

Temperature, Celsius

Temperature, Celsius

Bapuant 2. Omnpenenenue renoruna obOpasna (KOI umeer Gonee BBICOKYIO TeMIEpaTypy

naBieHus, yem KO?2).

Melt Peak Melt Peak
00 b N T o] o0 o NSNS ]
. 2003 ................................. .................... - 200 -l ]
St : S oo bW AT
g : : g
7 400 F.-- - .............................. \ ................ ® A0 Tt T A
50 / ....................... SNKO1 ] sk S AN ]
'KO2 5 MyTaHTHas :
so b UL ] ST e ——— A e
3‘:' 4‘:' 50 5‘:' 70 3‘:' 4‘:' 50

Temperature, Celsius Temperature, Celsius

Jlns xaxaoro uccienyemMoro oopasia B COOTBETCTBYIOIIMX KaHanax Aerekuuu (cM. [Ipunoxe-
Hue 1) nomkeH GukcupoBaThCs OJUH (B CiIydae rOMO3UTOTHOTO HOCHUTENILCTBA) UJIH JBa (B Cllydae
reTepO3UrOTHOTO HOCUTENIbCTBA) MHUKA IUJIABJICHUS U ONPENENIThCS 3HaUeHHe TeMIlepaTypbl IaB-
JICHUSL.

['eHoTun ananusupyemoro odpasua yuutbiBaeTcs kak « HopmanabHasi roMo3urora», eciu s
3TOro oopasia (GUKCUpyeTcs HAIUYKE OJHOTO MMUKA IUIABJICHHUS, IIPU ATOM 3HAUYCHHE OTINYAETCS HE
6onee yem Ha 2 °C ot Temmepatypsl TuiasieHus st KO1.

['eHoTun anamuzupyeMoro obpasiia yuuThiBaeTcs Kak « MyTaHTHAsi TOMO3MIOTaY, €CIU IS
3TOro obpasua (pukcupyeTcst HaT4re OAHOTO MUKA IJIaBJICHUS, IPU TOM 3HAUYE€HUE OTINYAETCS HE
6onee uem Ha 2 °C oT TemnepaTypsl miasienus ans KO2.

['eHoTun ananu3upyemoro ooOpasua yuuThbiBaeTcs Kak «['eTepo3urora», eciu Ajis 3TOrO
obpasua (uKcupyeTcs Halu4yue JBYX MUKOB IUIABJICHUS, MPH 3TOM 3HAYCHHE OJHOTO OTJINYAETCS
He 6osee yeM Ha 2 °C oT Temmnepatypsl miasinenus s KO1, a temneparypa BTOPOTO OTIUYACTCS

He Oonee yem Ha 2 °C ot Temneparypsl iasneHus s KO2.
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NPUJIO)KEHHUE 3
IIpuMepsl COMHUTEBHBIX PE3YJIBTATOB U UX BO3MOYKHAsl HHTEPIIPETALU.
Ipumep 1. Ins oOpa3na Ha KPUBOK HET BBIPRKEHHBIX MHKOB IUIABJICHUS, U HE ONpEAeIsIeTCs

3HAYCHUE TEMIICPATYPHI I1JIaBJICHUA.

Melt Peak
200 ¥ - - P - . ‘onar R R
" / ~. CoMHHTeIBLHBIH 00pa3zen
T . : .
R : F ]
E.:x--. ...... E
'?f- 00 F e . . Cen Tl 3
400§ ; :
o, . THOHYHBIE
. rpadurE f
30 40 B0 B0 TO
Temperatune, Celshis
Humepnpemauyus: COMHUTEIBHBIN pe3yiIbTaT, TPEOyeTCsl MIOBTOPHBIN aHAIN3.

Bo3moocnvie o6vacnenusn.

- B npobupky ¢ ['PC He nonano nocratounoe koaudectso JJHK nmauuenTa (ommobka npu Bblae-
nenuu u packanbiBanuu JJHK unu vHenpaBuiabHO npousBeaéH 3a00p MaTepuaa);

- B npo6e JIHK npucyrctByer 6omnbiioe konuuectBo uHruouropos I1LP;

- HEeTIpaBWJIbHOE 3all0JIHEHHE MJIaHIIeTa (OTMeUeHa mycrtas JyHka uin JiyHka ¢ I'PC u3 apyro-
ro Ha0opa, I7ie JaHHbIH KpacuTellb HE UCTIOIb3YETCs);

- 'PC He pabotaeT u3-3a HapylIEHUH yCIOBUM XpaHEHUs WM UCTEK CPOK FOJTHOCTHU Habopa.

IIpumep 2. Temnepatypsl miasiaeHus it KOl u KO2 He cOOTBETCTBYIOT 3HAYEHMSIM, yKa-

3aHHBIM B UHCTPYKIIHUU.

Melt Peak

80 -

-d(RFU)/dT

BO 4 ERERS

: ; HoJizkHo
100 1+ 'Oﬂpeﬂe.ﬂe'ﬂo ....... 61)’1'1?1’)' no 1
B aHaJIM3e "MHCTPYKUMH

B0 e gy

30 40 50 60 70
Temperature, Celsius

Humepnpemayusa: pe3ynbTaThl BCE MOCTAHOBKH IS TAHHOTO MOJIUMOp(dHU3Ma HE BaJTUIHBI,
TpeOyeTcsl BbIICHEHUE MPUYMHBI HECOOTBETCTBHS U MOBTOPHBIN aHAINU3 BCeX 00pa3IoB.

Bo3moosicnvie 00vacnenus:

- o6pasnsl JJHK n KO 3akananst B 'PC u3 npyroro na6opa pearenroB wiu B I'PC mis onpene-
JICHUS IPYTrUX FeHeTHYecKux noaumop¢pusmoB. Tpebyercs mepecTaHOBKA peakiMu C UCIOIb30Ba-

Huem HyxHoit ['PC;
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- passabie ' PC u3 ogHOro KOMILJIEKTa NepenyTanbl MmectaMu. [IpoBepbTe MpaBHIILHOCTD pacmo-
JIOXKEHUS TPOOUPOK B aMILTU(UKATOPE U CKOPPEKTUPYITE 3alIOJTHEHNE TUIAHILIETa,

- KO1 u KO2 nomensnsl MecTamMu. YOeauTech B MPAaBUIBHOCTH PACIIOJIOKEHUS POOUPOK B
aMIITM(UKATOPE U CKOPPEKTUPYHTE 3alI0JHEHUE IJIAHILIETA.

IIpumep 3. /s o6pasua onpeaesstoTcs Y€TKUEe NUKU, HO TeMIIepaTypa IUIaBIeHUs OTJINYaeT-
cs1 6onee, ueM Ha 2 °C ot Temnepatypsl miasienus st KO1 u KO2.

Humepnpemayus: COMHUTEIBHBIN pe3yabTat, TpeOyeTcsi HOBTOPHBIN aHAJIH3.

Bo3moorcuvie 00vacnenus:

- oopasen; /IHK 3akanan B ['PC u3 npyroro Habopa peareHToB, /sl ONpEeICHUs IPYTUX reHe-
TUYECKUX NOIMMOppu3MoB (cM. mpumep 2). TpedyeTcst nepecTaHOBKa peaklUu ¢ UCIIOIb30BaHUEM
HyxHoil I'PC;

- B yuacTok rubpuauszauuu JIHK-30812 KpoMe LieneBoro noaumopdusma nomnana gpyras pei-
Kas MyTallis B OJIHOM M3 COCEIIHHUX HYKJIEOTHUIOB - €CJIM OJUH U3 NUKOB cooTBeTcTBYeT KO1 mnm
KO2, a Bropoit nuk 3HauntenbHo cmemén oT nuka KO1 unu KO2, npu 3ToM BUA KpUBOM TIaBie-

HUSA IIPHA TOBTOPHOM aHAJIN3€ BOCIIPOU3BOAUTCS U OIIMOKY MCIIOJIHECHUS NCKITFOYCHBI.

Mein Peak

=i RFUdT
[*]
o=

U «Tperuit»
00 5 MUK \ '\KOI

0 A0 50 80 o
Tempseratare, Celsmus

Ha pucynke npuBenén npumep KpuBoi i nonumopdusma -455G>A rena FGB (mabop pea-
reHToB «Peanbect-I'eneruka ['emocras-12»). BeisaBnstores nuku 35 °C (HeueneBoii, neBee nuka 45
°C mnsa KO1) u 53 °C (cootBerctByer KO2, amnens ¢ MmyTaruei 1o mejieBoMy noJIuMophusmy).

Ecnu nanHas HeneneBas MyTalusi YK€ OINKMCaHa B JIMTepaType M HPUCYTCTBYeT B 0azax
JAHHBIX, TO HEIEJIeBOH MHUK MOXET OBbITh YUYTEH C ONpeAeleHHEeM TeHOTHNa oO0pasia.
CootBerctBytomas uHopmarus Oyner BHeceHa B Ilpunoxkenue 1 x nanHoi MHCTpyKiuum mo
MpUMEHEHHI0. B ocTanbHBIX ciy4asx, €clid HelleleBas MyTallus paHee He Oblja OIucaHa U
OTCYTCTBYET B 6a3ax JaHHBIX, PEKOMEHAYETCS UCCIIeA0BaTh 00pa3ell albTepHATUBHBIMUA METO/IaMH,

HalmpuMep, CCKBCHUPOBAHUECM.
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