VTBEPXIEHA VTBEPXKJIAIO

IlpukasoM Pocaapasnamsopa I'emepansHEUt AUpeKTOP

X Habopy peareHTOB A% ONpeAeNeHHS FEHETHIECKHX ITOIHMOPPHIMOB,
aCCOUHHPOBAHHLIX ¢ HAPYNICHUAMH o06MeHA BemrecTB, METOAOM NTONHMEPA3HOH

uennoti peaxuun (I'enetnka MeraGoanama)

1.HASHAYEHHE

1.1 Ha6op pearentos I'enetnka MerabomisMa npeaHasHadeH s ONpenencHUs

FeHETHYECKHX OTMMOPGHIMOB, ACCOLMHPOBAHHEIX C HAPYIIEHUAMH aCCOLIHMPOBAHHbIX

C HapyuleHHAMH oOMeHa BelecTB METOOM noMuMepastol nemHoit peaximn (IILIP) B

peXMME pPealNsHOTO BpeMeHH B mpenaparax JHK genoeeka, MOMyUEHHBIX M3 LENBHOMH
nepudiepaaecKoit KpoBH.
1.2 HaGop peareHTOB MOxeT OBITH HCMONBIOBAH B KIHHHKO-AHACHOCTHICCKHX

naGopaTOPHAX MEMUIMHCKHX YIPeXKACHHA ¥ HAYYHO-HCCNCAOBATENECKOM IPAKTHKE.

2. XAPAKTEPHCTHKA HABOPA

2.1 Tlpunnun geticreus naGopa.

oNogaeTCd B CEPHH TOBTOPSIOLIMXCA



UHKIOB TemneparypHoii peHarypaimm JIHK, omkura npaliMepor (3aTpaBok)
KOMILIEMCHTapHEX cneuuueckomy yudactky JHK H mocnemyiomedt aoctpoiike
nonEHyKieoTHaHbIX nenell JHK-nonumepasoit.

B cMecr nna amiumdukaumu BBEACHR CHTHANBHBIE 30HMBL COACPIKALIHE
fpiyopecnentime metkr FAM u HEX, Ha xaxauii BapHauT onpeaenseMoro
reseTHyeckoro  monuMopdmsma. Ilocne oxonmdanwa ITIIP npoBoautca payHi
TEMICPATYPHOro IVIABJICHWA CHIHANBHEIX 30HAOB, B PE3YJBTATE 9Ero H3MeHACTCHd
YpoBeHL (IyOpeCUCHIMH, KOTOpHIH (QHKCHpYeTca M NpEICTaBIsAEeTCA NPOrpaMMHBIM
ofecneuennem npuGopa B BHAe rpapuka. Ecom curHanbHEIE 30HA QACTHYHO

| komivieMenTapeR JHK-Muinend, TeMneparypa €ro IUiaBleHHA OyACT OTIHYATKCH OT
TEMNEpaTypsl IUIABJICHMS NOMHOCTHIO KOMIUIeMenTapHoro 3oHaa. Ha ocHopaHnu
TEMIIEPATYPHI IUTARICHAA CHIHANBHEIX 30HAOB NPOBOJUTCA HHTEPNPETALNA PE3YILTaTOR
aHammsa.

2.2 Cocras Habopa.

HaGop Bmnyckaercs B (opMaTe «B PpEKHMME PpCAlBHOrO  BPEMEHH,
NpeAHA3SHAYSHHOM A JeTexiuu pesynsTatoB IILP ¢ moMompio IeTeXTHpYIOMUX
aMIUTH(PUKATOPOB.

HaGop Brmogaer creayiomye KOMIOHSHTH:

a) I'enetnka MetabomuaMa PojaroB. KOMIUIEKT peareHTOB ANM ONPSACICHUA
rEHETAYECKHX HOMHMOP(GH3MOB, ACCOIHUPOBAHHLIX ¢ HAPYIICHHSMY (HONATHONO LUK,
metoxoM [THP B pexxume pealbHOro BpeMEHH, BKIIOYAIOMM:

- cMecH Ana amMmumabukanuy (4 HauMeHoBaHus) — mo | mpoGHpKe KaxaOro
HauMcHOBaHMA (1o 960 micr):

1. MTHEFR: 677 C>T (Ala222Val)

2. MTHFR: 1298 A>C (Glu429Ala)

3. MTR: 2756 A>G (Asp919Gly)
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4. MTRR: 66 A>G (Tle22Met);

- [IITP-6ydep — 4 npobupxu (no 480 mxn);

- Taq-AT-nommepasa — 4 npoGHpku (110 24 MKi);

- MHHepanbHOe Macio — 4 npobupku (no 960 mx).

©) I'enetuka MeraGonnama H DHeprud. KoMnmekT peareHTOB A1 ONpeAC/ICHAN
TCHETUYCCKHX MOMMMOPGHIMOB, ACCOIHMPOBAHHLIX C HAPYIMICHUAMM SHEPTETHYESCKOIO
obMmena, merofioM TP B pexxnMe peanbHOro BpeMEHH, BKIIOYAIONIHIA:

- cMecH Ins aMmiHpmkanuM (4 HauMeHoBaHMS) — mo 1 mMpoOHpKe KakIoro
HauMmeHoBaHUA (o 960 Mxur):

1. NPY: A>G (Leu7Pro)

2.FTO: T>A (IVS))

r 3.FTO: C>A
4 4. KCNJ1: C>T (Gu23Lys);

- TI1P-6ydep — 4 npobupku (no 480 mx);

- Tag-AT-nonumepasa — 4 npo6upku (mo 24 Mii);

- MEHEpanbHoe Macio — 4 npoGupku (no 960 Mwi).

B) I'eneruka Merabomuama Jlnmuaos. KoMnnekr pearcHToB Ana onpefencHust
TCHETHYECKHX NOMUMOpOU3MOB, aCCOIMHPOBAHHEIX ¢ HAPYUICHHSMH JHIMAHOTO
obmena, MerozoM ITLIP B pexxnme pealbHOTO BpEMEHH, BKIIOYAIOIHIA:

- cMecr mns ammiapukaimu (9 HauMeHoBammif) — no 1 mpoGHpke KaXkaoro
HauMeHOBaHHA (mo 960 Mxn):

' 1. SREBF2: 1784 G>C (Ala595Gly)
v 2. LPL: 1595 C>G (8447X)

3. LPL: A>G (Asn291Ser)

4, APOE: T>C (Cys112Arg)

5. APOE: T>C (Cys158Arg)

6. CETP: -1337 C>T

7. CETP: -629 C>A

8. LPA: T>C (Ile4399Met)

9. ABCAL: 1051 G>A (Arg 219 Lys);

- TTIP-6ydep — 9 npobupok (1o 480 Mxu);

- Tag-AT-noaumepasa — 9 npobupoxk (1o 24 MKi);

& 000 LMPMM (] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU 3



- MHHEPAIKRHOE MacIo — 9 npobupok (1o 960 Mxn).

r) lenernka MetaGomrama Yriaeonos. KoMnnekr peareHTos s onpencicHus
FCHCTHYECKNX TIONMMOP(U3IMOB, aCCONMHPOBAHHEIX C HAPYIIEHWAMH YTJIEBOAHOIO
obmena, meroaoM TP B pexviMe peatnHOToO BpeMEHH, BKIIOYAIOMMI:

- cMecH Ana ammmHbukamum (6 HaMMeHOBaHHM) — mo 1 mpoOHpKe Kaxaoro
HaHMEHOBaHHUA (0 960 MK);

1. PPARG: 34 C>G (Prol2Ala)

2. PPARGCI1A: G>A (Gly4828er)

3. PPARGCIB: G>C (Ala203Pro)

4. PPARA: 2528 G>C (c.IVS7)

5. PPARD: 294 T>C

- 6. PPARG: 34 C>G (Prol2Ala);

- [TIP-Gydep — 6 npobupok (o 480 MK);

- Taq-AT-nomamepasa — 6 npoGupox (1o 24 Mxn);

- MHHEpAIBHOE Macno — 6 npobupok (mo 960 Mxn).

n) I'enetuka Merabonmsma Kanenusa. KoMmnexT peareHTOB Ans onpeaeieHus
TCHETHYECKMX MOMHMOPOH3MOB, ACCOLMMPOBARHLIX ¢ HAPYIICHWIMH OOMEHA Kanblis,
merozioM TP B pexuMe peanbHOTO BPEMEHH, BIITIOYAIOIIHIA:

- cmecu ing aMmrdukaun (1 HauMeHoBaHue) — 1 mpoGupka (960 Miun):

1. VDR: A>G (Bsml);

- IIL{P-6ydep — 1 npobupxa (480 mxn);

- - Tag-AT-nonamepasa — 1 npo6upka (24 M),

- MHHEpanbsHoe Macao — 1 mpobupka (960 mkn).

¢) I'enernka MeraGommsMa Jlakross. KoMmiekT peareHTOB Ui ONpeeNcHHA
TeHCTHICCKHX MONMMMOP(HIMOB, ACCOMUPOBAHHEIX ¢ HapyieHWAMH O0OMEHA JIaKTO3H,
merooM TTL[P B pexume peanbHOrO BpeMeHH, BITIOYaIOmi:

- cMecH ans aMmdbukanud (2 HauMeHOBaHHA) — Mo 1 npobHpke Kakaoro
HauMeHoBaHuA (o 960 MKxx):

1. MCM6: -13910 T>C

2. MCM6: -22018 T>C;

- TILIP-6ydrep — 2 npoGupku (o 480 min);

- Taq-AT-nonmumMepasa — 2 npoSHpkH (1o 24 MKT);
& 000 LIUPMM 2] INFO@CIRMI.RU @& WWW.GOSZDRAVNADZOR.RU



- MHHEpATBHOE MaCIo — 2 poiupku (no 960 Mxn);

%) IIK MetaGomuam ®onaroB. KoMmiexT mNOMOKHTEIBHBX KOHTPOJNBHBLIX

obpa3snos — 12 npobupok (mo 50 MKI) - Mo 3 BUIA MONOKHTENBHOTO KOHTPOJIBHOIO
obpa3na Ha KaXKABI onpenenseMelii nonAMopdu3M:

HaspaHHe noNoXKATENBHOTO KOHTPOIBHOTO 00pa3la
Ilonmopdnam T'omosurora ToMosuroTa Tereposurora
FAM/FAM HEX/HEX

MTHFR: 677 C>T K+CC K+ TT K+ CT
(Ala222Val)

MTHFR: 1298 A>C K+ AA K+CC K+ AC
Glu429Ala)

MTR: 2756 A>G K+ AA K+ GG K+ AG
- (Asp919Gly)

MTRR: 66 A>G K+AA K+ GG K+ AG

(Ile22Met)

3) IIK Merabomusm n Onepruda. KOMIUIGKT NONOKHTENBHEX KOHTPOJIBHEIX
obpasuop - 27 npobupok (o 50 mxn) - no 3 BHAA MOJOXKHUTEIEHOTO KOHTPOALHOIO
o0pasiia Ha KaXIHH onpeacaseMElit nonuMopQuIM:

Ha3paHue nonoxurersHOro KOHTPOJILHOro ofpasia
Iomamopdusm TI'omosuroTa I'oMo3nroTa I'ereposurora
FAM/FAM HEX/HEX
v NPY: A>G K+ AA K+ GG K+ AG
(Leu7Pro)
FTO: T>A (IVS1) K+ TT K+ AA K+ TA
FTO: C>A K+ CC K+ AA K+ CA
KCNJ11: C>T
(Glu23Lys) K+CC K+ 1T K+CT

n) JIK Merab6onusm JiunumoB, KOMIUIEKT NOMOXHTEABHRMX KOHTPONBHEIX
obpaszuoB - 27 npobupok (no 50 MxI) - MO 3 BHIA IOIOKHTENEHOTO KOHTPOIBHOTO

obpaslia Ha KHKABIH onpeaeiaeMalit MOTHMOPHU3M:

{Tonumopduam Hassaunse noJoKHTeAEHON0 KOHTPONBEHOTO 00pasiia
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T'omo3urora T'omo3urora Terepo3urora
FAM/FAM HEX/HEX
SREBF2: 1784 G>C K+ GG K+ CC 1t GC
(Ala595Gly)
S447X) CG
LPL: A>G K+ AA K+ GG K+ AG
(Asn291Ser)
APOE: T>C K+ TT K+ CC K+ TC
(Cysl12Arg)
APOE: T>C K+ TT K+ CC T+ TC
(Cys158Arg)
CETP: -1337 C>T K+CC K+ TT K+ CT
CETP: -629 C>A K+CC K+ AA K+ CA
S LPA: T>C K+ TT K+ CC K+ TC
(Ile4399Met)
{Arg 219 Lys)

K) IIK MeraGomusm VYrneponos. KOMIDIEKT NOMOXHTENBHEX KOHTPOJBHEIX
obpasnos - 27 npobupok (no 50 Mxi) - No 3 BHIA MONOXKHUTEILHOTO KOHTPOJBHOIO

o0pa3na Ha kKR onpeaeseMblif MOTEMOPH3IM:

Ha3paHHe NONOXUTEIBHOIO KOHTpONbHOro obpasua
Tomumopdusm T'omo3urora T'omo3urora I'ereposurora
FAM/FAM HEX/HEX
PPARG: 34 C>G K+ CC K+ GG K+CG
(Prol2Ala)
PPARGCIA: G>A K+ GG K+ AA K+ GA
(Gly482Ser)
PPARGCI1B: G>C K+ GG K+ CC K+ GC
(Ala203Pro)
PPARA: 2528 G>C K+ GG K+ CC K+ GC
c.JVS7)

PPARD: 294 T>C K+TT K+ CC K+TC
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m) IIK Merabonmsm Kampuns, KoMOnekT TONOKATEIEHHX KOHTPONBHEIX

obpasuo - 3 npobupxa (Mo 50 mMKa) - N0 3 BHAA NONOXKHTEIBHOTO KOHTPOMABHOTO
obpa3ua Ha KaxAR onpeaensaeMuil OMIMOpH3M:

Hazpanne nosoxHTEIRHOrO KOHTPOIEHOrO 06pasna
TMonumopdusm I'oMo3urora I'omosurora Fereposurora
FAM/FAM HEX/HEX
VDR: A>G (Bsml) K+ AA K+ GG K+ AG

M) IIK Mera6omsm Jlakro3sel. KoMIIEKT NONMOXHTEIBPHHX XOHTPONBHBIX

obpasnor - 6 mpobupoko (no 50 Mxi) - mo 3 BUAA MONOKHUTEIFHONC KOHTPOMBHOIO

obpasia:
. Ha3paHHe NOMOXHTENBHOIO KOHTPOJILHOro 06pasna
TMoxamopdusm T'oMo3urora I'oMo3urora T'ereposurora
FAM/FAM HEX/HEX
MCMé6: -13910 T>C K+ TT K+ CC K+ TC
MCM6: -22018 T>C K+ TT K+ CC K+ TC
2.3 Bpems npoBeieHus aHaH3a — 2 4.
2.4 Kaxpgrit HaGop paccuuTaH Ha npoBeacHue 48 onpefenenni, BIUIOYas aHATH3
HEeH3BECTHRIX OOpa3sloB, MOJMOXHMTENBHHX KOHTPOXBHHIX 00pa3slioB H OTPHUATEIBHBIX

KOHTPOJIBHEIX 06pasIloB.

3.AHAJIMTHYECKHE XAPAKTEPHCTHKH

3.1 CnenmduuHOCTS
B ofpa3snax GHONOrHYECKOr0 MATEPHANIA YCIOBEKR MOC/E 3ABCPIICHHA PEAKLAH
aMITHQHAKALMK NODKEH ONpeReATHCA NEHOTHII HCCIEXyeMoro ofpasua.

3.2 YyBCTBUTECIABHOCTD
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Konnuectso anamusupyemoit JIHK gomkmo O6mTh He Memee 10Hr Ha
aMmindukanuoHHyo npobupxy. Ilpu Mcmons3oBanumM Medbunero komudecrsa JTHK
NPOM3BOJUTEND HE rAPAHTHPYET AACKBATHYIO pabOTy KOMILIEKTOB.

B obpasuax ¢ menoctarounnM konmyectsoM JHK nocne 3amepineHHs peaxiun
aMITHGHKANNN PEIUCTPHPYETCA COMHUTENBHEIN pe3yaETar.

[Tpumeuarme - Jlna ouenkw xonmugectBa BhimencHHo# JIHK pexoMenayercs

HCIIONB30BAaTh KOMIUICKT PEATeHTOB Ul KOHTPONA B3ATHA Marepuana Mcromom [II[P

(KBM), npomssoacrea 000 «HITO JHK-TexHOROIHA».

“ 4MEPBI MPENOCTOPOXHOCTH

4.1 TloTeHuManbHLEI pUCK NMpHMeHeHHs HaGopa ~ xiacc 26 ('OCT P 51609-
2000).

42 Mepamn npeaoCTOPOXKHOCTH NpH pafore ¢ HAOOPOM pearcHTOB ABJAETCA
cobmonenne «IIpapunm ycrpoiicTBa, TeXHHKH OC30IIACHOCTH, NPOU3BOACTBEHHON
CAHHTAPWH, NPOTHBOIMHACMUYCSCKOTO peXHMAa M JIHUHOH THTHECHE nipH pabore B
naboparopusx (OTACNCHMAX, OTAENAX) CAHHTAPHO-ANUCMHOJOTHUYCCKAX YUPexKACHHH
cucreMH Munncrepersa 3apaBooxpanerus CCCP» (Mocksa, 1981 r.).

- 43 Bce koMnoHCHTH Halopa B HCHONB3YCMEIX KOHUCHTPANMAX ABJMIOTCH
HETOKCHYHBIMH.

44 PaGory ¢ Ha0OpoM peareHTOB U aHAIMWPYCMEIMH O0Opa3maMH ClexyeT
NPOBOAMTE B OHOPA30BHX MCAHLMHCKHX NepuaTkax 6e3 Tanbka.

45 Ha craguax NpPUrOTOBTEHMA peakiWOHHON cMecH  HeoOXomuMO

HCIIONB30BATE TOJABKO HOBEIE HAKOHCYHHKH H npoﬁupl(a.

& 000 LMPMM (] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU



46 He pmomyckaercs HCTONB30BAHHE OJHUX M T€X XK€ HAKOHCYHMKOB TIPH
06paboTke pasTHYHEIX 06pa3ioB.

4.7 Oxcrpaximio JHK M npuUroTORICHME PEaKUMOHHOM CMecH clelyer
NPOBOAUTE B JJAMHHAPHHIX INKadaxX ¢ BRIKTIOUYCHHHKM JIAMHHAPHEIM roToKoM Wi ITIIP-
Hoxcax.

48 J[Ind npemoTBpallicHHs KOHTAMHHAIMM JTanmel 3kctpakiu JJHK u TP
cJIeayeT NpOBOJMTE B Pa3iCABHEX NOMEMECHHAX WIH TIHATEIEHO H30JHPOBAHHEIX 30HAX,
CHAOKEHHNX KOMIUIEKTAMH IOyaBTOMATHYECKHX IHIIETOK, XATaTaMH, CTEKIAHHOM
MOCYIOHR ¥ IPOYMMH NIPUHAKIEKHOCTAMH.

4.9 Bce nmaGoparopHoe oGOpYZOBaHHE, B TOM WYHC/IE IHNETKY, INTATHBH,
naboparopHas MOCYAA, XaJaTh, PONOBHEE YOOPH M IIp., & TAKXKE PACTBOPHL PEAreHTOB
HODKHK OHITh CTPOrO CTAILIHOHAPHEIMH. 3ampemiacTcs MX NEpeMeNIcHHWe H3 OFHOTO
MOMEIIIEHUA B IpyTO€E.

4.10 TloBepxnoctu paboumx CTONOB, a TaKke paboumx nomemeHui, ciaemyer
oOpabaTeiBaTe GakTepMUMIHBLIMM OCHyYarenaMM A0 H NOCHe NpoBeAeHwa pafor B
TeucHne 1 gaca.

. 4,11 Xummrdeckad nocysa H 05opyaoBaHHE, KOTOPHIC HCNONB3YIOTCA NpH paboTe
¢ HabOpoM, AOKHK OHITs COOTBETCTBYIOIMM OOpa3soM MapKUPOBaHH M XPaHHTHCH
OTJETLHO.

4,12 HWcnomp3oBaHHEIE  OJAHOPA30BHE  NpHHAIEKHOCTH  (mpoGHpKH,

HAKOHEYHHMKH) JOJDKHEI CcOpAachBaThC B CHEUMANBHEIN KOHTeliHep, colepxkanuii

Ae3HHUIHpYIONMit pacTBop.
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