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[Tepuunas runepxosecrepunemusi (II7), ocioxkHeHHasT aTepOCKIEPO30M,
— MPUYHHA MHOTHX CEPACYHO-COCYIUCTHIX 3a0oieBaHuil. MoHOTEHHOI (hopMOit
3a0oneBaHust sBnsierca ceMeiriHas IIIT, BbI3BaHHAas MyTauusMu JIMOO B TEHE
peuentopa JaunonporenHa Huzkod mimoTHoctu (JITIHII), nub6o B reHe,
KOJUPYIOIIEM O€JOK anoaunonpoTeuH B.

Cawmprit yacteiii nedext rena APOB, koaupytoiero 6€10k arnoJurnonpoTenH
B, KOTOpBI IPUBOJINUT K KIMHUYECKUM IIPOSIBJIEHUSM, — 3TO BapUAHT, CBA3aHHbBIN
c wMytauuern B komoHe 3500 (Arg3500Gln). CooTBercTBylOmIass 3amMeHa
AMUHOKHUCJIOTHI BBI3bIBACT KOH(OpPMALMOHHBIE H3MEHEHHUs Oenka, HapylleHUe
CBA3BIBAHMS JIMIIONIPOTEMHA HU3KOM IUIOTHOCTH C PELENTOPOM U B KOHEYHOM
UTOrE SIBJISICTCS] IPUYMHOU PAa3BUTHUS THIEPXOJIECTEPUHEMUMU.

B rene peuenrtopa JIIIHII BBIABIEHO HECKOJIBKO pPa3jIMYHBIX BApPUAHTOB
nocnenoBarenbHocT JIHK u3-3a Hanmuusg TOYEUYHBIX HYKJICOTHUIHBIX 3aMEH H
MHKPOCATEIUIUTHBIX MOBTOPOB. llomyueHHble HamMu pe3ynbTaThl IOKa3aiu
acCOIMAII0 OJAHOTO M3 BAapHAHTOB, CBSI3aHHOTO C moaumopdu3moM 18 sKk30Ha
reHa peuenropa JIITHII, ¢ noBelieHHBIM ypoBHEM XosecTeprHa. COOTBETCTBEHHO
FeHOTUIMPOBAHUE TMOJUMOPPHU3MA MOXKET ObITh HCIIOJIB30BAHO JJIsi BBISIBICHUS
rpyni pucka passurus 11

IIpuHuun Meroaa

Jist unenTuuKanuy MyTalui U ajuiebHOTO MOJIMMOp(dU3Ma UCTIONIb3YETCS
amuinpukanus — cnenupuueckux — nocieposarensHoctedt  JIHK — metomom
nonuMepazHor 1ienHo  peakumu  (IIIP) ¢ oObryHBIMM WM aJuIelb-
cneruuyeckumMu mpaiimepamu. AnHanmu3 mpoaykrtoB 1P mpousBogutcs ¢
MOMOIIBI0  3JIeKTpodope3a B TOJUAKPUIAMUIHBIX TEISIX W aBTOMAaTHYECKOTO
KaIlWUIAPHOTO 3J1eKTpodope3a ¢ NOJTUXPOMHBIM JIa3epHbIM CKAHUPOBAHUEM.

buosoruyeckuii Mmarepuall

buonornyecknum marepuanom s aHanusa ciykut JHK, Beinenennas us
JeUKOUUTOB Tepudepruueckod KpoBH, U HEOONbIINE (PparMeHTHl MSATEH KPOBH,
BBICYILIEHHBIX Ha CIIEHUAJIbHBIX OJIaHKaX.

MHNOKA3AHUA K IPUMEHEHUNIO

MonekynsipHO-T€eHETUUEeCKU ~ aHanu3 Mytauuid B rene APOB wu
nonuMopdusma 18 sx3ona rena peuenrtopa JINTHIT MoxeT ObITh peKOMEHI0BAH:

® MAlMEHTAM C KIMHUYECKMMHM NPU3HAKAMU IEPBUYHOU WA CEMEWHOU
TUIIEpXOoJIeCTepUHEMUN. Pexomenyembie KpuTepun rerepo3urotnoit gopmer CI:
KOHLIEHTpAIUsl XOJECTEPUHA CBHIBOPOTKH BbIlIE 6,7 MMOJIB/JI y nered no 16 yer
wm Oonee 7,5 MMOJB/T Yy B3POCHBIX, CYXOXXWJbHAs KCAaHTOMA, HaJU4HE ¥
MalUEHTa POJACTBEHHUKOB NEPBOW WJIM BTOPOM CTEIEHU POJACTBA C aHAIOTUYHOU
IaTOJIOTHEH;

® DOJICTBEHHHMKAM MAaIllMEHTOB, Y KOTOPBIX BBISIBJICH T€HETHUYECKUHN HAE(EKT.
YuuTeiBasg ayTOCOMHO-JOMUHAHTHBIA THUI HACJE€JOBaHUSA, TaKOW MOAXOJ,
W3BECTHBIA KaK KAaCKaJHbIA CEMEHHBIM CKPUHUHT, sBiseTCs Oosnee 3)PEeKTUBHBIM,
4yeM OOMINI WIIM CEeJIeKTUBHBIA CKPUHUHT.



MMPOTUBOINOKA3AHUSA 1JIsA IPUMEHEHUSA
OTCyTCTBYIOT.

NAEHTUOUKAIIUN MYTAIINUUA R3500 T'EHA APOB

Ilepeyenb HEOOX0AUMOT0 00OPYI0OBAHNS U PEAKTHBOB

lIposedenue nonumepasHoul yenHou peaxyuu

Marepuasbl 1 000pyJIOBaHUE: MPOTrPaMMUPYEMbIN HarpeBaTeIbHBIN 010K
(ammumudukaTop), MUHHIIEHTpUYTa, TPOOUPKU 00beMoM 1,5 M, TpoOUpKHU NJis
[IIIP ob6vemom 0,5 ™I, MHUKPONUIETKH C OJHOPA30BBIMH CMEHHBIMU
HAKOHEYHUKaAMH.

PeaktuBel: Taq monmmmepasa; coorBerctByromuii 10X Oydep mna IILP;
25 MM MgCl,. cmecy paesoxcunykieotuarpudocparos (dATP, dTTP, dCTP,
dGTP); mpaitmepsl, paankupyromue yuactku JJHK, conepxaiuein ananusupyemblie
MyTaluu; OUIUCTUILIMPOBAHHAS ICMOHU3UPOBAHHAS BOJIA.

[TocnenoBaTeIbHOCTh MPAWMEPOB, HWCIONB3YEMBIX I HWACHTH(UKAINH
myTaunu R3500Q rena APOB.

3500F 5'-GACCACAAGCTTAGCTTGG-3"

3500R 5'-GGGTGGCTTTGCTTGTATG-3"

3500M 5 -TGCAGCTTCACTGAACACT-3"

IIposedenue anexmpoghopemunecrkozo pazoenerus npooykmos I[P

Martepuaiibl 1 000pyI0BaHKE: Kamepa JJisi BEpTUKAIBHOIO 3JIeKTpodopesa,
CTEKJIa COOTBETCTByIomero pasmepa (15x15 cMm), mpoknaaku u rpeOEHKa
tommuHot 0,8 MM, MCTOYHHMK TIOCTOSHHOTO TOKa, MUHUIEHTpUDYTA,
MUKPOIHUIETKHA C OJJHOPA30BbIMU CMEHHBIMU HAKOHEYHUKAMM.

PeaktuBbl: OpomdbenonoBeiii cuHuM, kcuieHmmanon, 40% caxaposa,
akpunamun, N,N'-metunenOucakpunamupg, Ttpuc, IJATA, OopHas xkwuciora,
nepcyiabpar ammonuss, TEMED, mapkep monexkynspHoro Beca pBR322/Mspl,
H,O0.

Oxpawuearue 2esist OPOMUCTNBIM dSMUOUEM

Marepuaiel U 00OpyJOBaHUE: KIOBeTa  JUIsi  OKpallluBaHUs,
TpaHCUJUTIOMUHATOP, Kamepa 11 poTorpadupoBaHus rejieil.

PeakTuBbl: OpOMUCTBIN ATUIUH.

MeToauka onpeneeHuss MyTauui

lIposeoenue I11]P

[TpuroroBUTH HEOOXOIMMBIN 00BbEM aMITU(DUKAITMOHHOW CMECH U3 pacdyeTa
20 mxn1 Ha peaknuio. CMech ¢ KoHeuyHbIM oObeMoM 20 mki (moBectu H,O)
conepxut 1XIILIP Gydep, 1,5 MM MgCl,, 200 MM dNTP; mo 1 mxM npaiimepoB
3500F, 3500M u 0,25 mxM 3500R, 1 EJI noiumepassl.

1. B mpobupku s [P Baectr mo 19 Mk aMmmuUKarmOHHONW CMECH |
obOpazen JIHK, 3atem noOaButh cBepxy | Kamio MHUHEpaIbHOrO Macia s
MPEIOTBPAILCHUS UCHAPCHUS KUJIKOCTH BO BpeMs [111P.

2. IIpoOupku nomecTuth B aMIuIMpUKaTOp U nposecTH AeHarypamuto JHK
B TeueHue 5 MuH npu 95 °C. 3ateMm BrinoaHseTcs 30 HUKIOB aMITM(UKAUU PU
CICAYIONIUX TEeMIIepaTypHO-BPEMEHHBIX YCIOBUAX: 1 MHUH JEHaTypaluud Mpu
95 °C, 1 mun omxura npu 48 °C u 1 mun cunresa npu 72 °C. Ha 3aBepiuaronieit



CTaJlMu CUHTE3a MPOOUPKHU BblAEpKuBatoTcs 7 MuH nipu 72 °C.

3. Ilocne oxonuanus TP nmpoObl noMemaT B XOIOUIbHUK.

IIposeoenue snekmpoghopemuuecxkoco pazoenernus npooykmos I[P

[IpurorosiieHue pacTBOPOB:

- 30% pactBOop monMakpuiaMuaa (COOTHOIIEHHME MOHOMepoB 29:1): 29 r
akpunamuaa, 1 v N,N'-metunenoucaxkpmiamuaa, H,O go 100 mi;

- 10X TBE oydep: 3,72 r DATA, 27,5 r 6opHoit kuciotsl, 54 r tpuca, H,O
10 500 mut;

- 20% nepcynbdar ammonusi: 0,2 r nepeynndara, H,O no 1 mi;

- 6X Oydep mna nanecenus npo6: 0,25% OpomdenonoBwiii cunmii, 0,25%
kcwiteHimanon, 40% (Bec/o6bem) caxaposa.

Meron:

1. TToaroToBUTH CTEKIIA IIEKTPO(HOPE3HOIN KaMephl 1S 3aJIMBKH IeJisl.

2. IIpuroToBUTH TEIb.

Jis mpuroroBnenus 15 mi 10% rens ¢ cooTHOIIEHHMEM MOHOMEpOB 29:1
cmemmBaroT: 5 ma 30% nonumakpunamuaa, 1,5 mu 10X TBE, 9,5 mun H,O, 60 mkn
20% nepcynbdara ammonus, 20 mx1 TEMED.

3. PacTBOp TIIATENhHO MepeMelaTh, OBICTPO 3aJIUTh MEXAY CTEKJIaMU U
BCTaBUTh TPEOEHKY, CTapasiCh HE 3aHECTH MY3BIPHKOB BO3ayXa. OCTaBUTH s
nojauMepu3zanuu Ha 15-20 muH.

4. Tlocne noauMepu3allMM aKkpujiaMuJa YJaduTh TPeOCHKY U TMPOMBITH
oOpasoasiuecs J1yHku 1 X TBE.

5. CoGpatb kamepy 11 25ekTpodopesa, 3anoHuTh pesepyapsl 1X TBE.

6. B npobupku, comepxamme I[P npoxykr, mo6aBute 1/6 o0ObeMa
norpy:xatomiero oydepa.

7. B nyHKu Tensi MUKpONHUIETKOW HaHecTh oOpasipl. B kpaiiHue neByio u
MpaByIO JIYHKU HAHECTHU MAapKeP MOJIEKYJISIPHOTO Beca.

8. Kamepy moAKIIOUNMT, K HMCTOYHHMKY TOKa. OIekTpodopernyeckoe
pazaenenue npousBoauTs npu 320 B.

Oxpawuearue 2esist OpOMUCTNBIM dSMUOUEM

[Tocne okoHuYaHus 3aeKTpodope3a refib OTACIAIOT OT CTEKOJ U MOMEIIAIOT B
KIOBETY ¢ pacTBopoM Opomuctoro »tuaus (0,5 Mxr/mit). OkpammBaHue IpOBOJIST
B TeueHue 5-10 muH. AHanu3 u ¢oTorpadupoBaHue 3IEKTPOoPoperpaMmMbl
npousBoasT B Y d-ceere.

Humepnpemayus nonyyeHHblX OGHHBIX

Unentndukamus wmyramuu  R3500Q B reme APOB mpooautcs ¢
ucrnonbzoBanueM wmetoga ARMS (amplification refractory mutation system,
amnenb-cnenududeckas [11P). Cyts Merona 3akmodaerca B moctanoBke [11[P, B
KOTOPOW OJMH U3 OOpaTHBIX MpaiiMepOB OOBIYHBIN, a BTOPBIM SIBISICTCS aJLJICNb-
cnenupuyeckas MyTaHTHas OJUTOHYKJICOTHIHAS TIOCIEA0BATeIbHOCTh. [lpu
Hanuyuu myTtanuu B ucciaeayemoit JIHK kpome HopmanbHOrO oOpasyercs Takke
JIOTIOJIHUTENIbHBIN  ()parMeHT, aMIUIUPUIMPOBAHHBIA C Y4YaCTHUEM MYTaHTHOTO
npaiimepa. OnpeneneHue MyTalMil MPOU3BOAAT MO HAIMYUIO U TOJOXKEHHUIO
dbparmentoB JIHK na snexkrpodoperpamme (puc. 1). IHK dparment rena APOB
pazmepom 334 I.H. CHHTE3UPYETCS B HOPMaAIbHBIX aJuiessax U pparmeHT 167 1.H. B



aJUIeNsAX C MyTallUEeH:

— 334 m.o0.

—167 m.o.

Puc. 1. Onpenenenne myranun R3500Q B rene APOB. [lopo:xxkku 1-4 — HOpMaJIbHBbIE
o0pasiubl; S — KOHTPOJILHBINA 00pa3en ¢ myrauueid R3500Q; 6 — Mmapkep MoJieKyJISIPHOTO
Beca PBR322/Mspl

WAEHTUOUKAIIUN AJJIEJENW MOJUMOP®HU3MA 18 DK30HA
I'EHA PELEIITOPA JITTHII

IlepeyeHb HEOOXO0AUMOTO 00OPYAOBAHNS M PEAKTHBOB

lIposedenue nonumepaznou yenHou peaxyuu

Marepuaiibl 1 000pyJI0BaHUE: NPOrPAMMHUPYEMBIN HarpeBaTeIbHBI OJIOK
(ammuindukaTop), MUHULEHTpU(YTra, TPoOUpPKU oObeMoM 1,5 mul, mpoOUpKU s
[P o6bemom 0,2 M, MHUKPONUNETKH C OJHOPA30BBIMH CMEHHBIMU
HAaKOHEYHUKAMH.

PeaktuBnl: Taq mommmepasa, cootrBercrByromuii 10X Oydep ms TILP,
25 MM MgCl,, cmech nezokcunykieorunrpudocdaror (dATP, dTTP, dCTP,
dGTP), mpaiimepsl, haankupyronme ydactok JJHK, cogepxammii ananuzupyemblii
nojgumMophu3M, OMAUCTUIIMPOBAHHAS IEMOHU3UPOBaHHAs BOJIA.

s obecnieuenus dayopecueniuu obpasuoB JIHK mpu TectupoBanuu B
aBTOMAaTUYECKOM aHAJIM3aTOPE HCIIONB3YETCS MEUYEHHBIM BapUaHT IPSIMOro
npaiimepa GZ7, umeronmii Monekyny «penoprepa» 6-FAM Ha 3° koHue.
[locnenoBaTenbHOCTD IPANMEPOB:

1. GZ7 5'-CACTTTGTATATTGGTTGAAACTGT-FAM-3'

2. GZ8 5'-CACTGAACAAATACAGCAACCAGGG-3'

Ilposedenue  asmomamuueckoco  KAnUWIAPHO20 — dlekmpoghopesa ¢
NOJIUXPOMHBIM JIA3EPHBIM CKAHUPOBAHUEM

Marepuansl 1 o6opynoBanue: reHetudeckuii ananuzatop ABI PRISM 310
(MM aHaNOTUYHBIN TPUOOP), MPOrpaMMUPYEMbI TEPMOCTAT, MUHHUIICHTpUPYTa,
MUKPOIIMIETKHA C OJJHOPA30BBIMA CMEHHBIMU HAKOHEYHUKAMM.

PeaktuBbl: wmapkep MonekyisipHoro Beca LIZ500 wumm  ROX350,
JICHOHM3HPOBaHHbI (opmamun, 4% pactBop mommmepa POP-47, 10X DJITA
oydep, H,O.



MeTtoauka onpeaesieHUus ajuiesaen

[Iposenenue I1L[P

1. IlpuroroBuTh HEOOXOAUMBIA O00BEM aMIUIM(PUKALMOHHON CMECH U3
pacyeta 20 Mk Ha peakiuio. CMech ¢ KOHEYHBIM 00beMOM 20 MK COJEPKUT
IxITIP 6ydep, 2,5 mM MgCl,, 200 MM dATP/dCTP/dTTP/dGTP, no 5 oM
Kaxzaoro npaiimepa u 0,75 eIMHUL aKTUBHOCTHU MOJIUMEPA3HI.

2. B npo6upku ans I[P Baectn mo 19 Mk ammuindukanmoHHON cMecH U
oopazenr [IHK, 3atrem poGaButh cBepxy 1 Karuio MUHEpaJbHOrO Macia s
NPEAOTBPAILCHUS UCTIAPEHHUS KUAKOCTU BO Bpems TTLP.

3. [IpoOupku nmomectuTh B amruindukaTop u mposecTu aenarypamuio JJTHK
B TeueHue 5 MuH nipu 95 °C. 3arem BoimomHseTcs 30 MUKIOB aMIUTU(UKAIIUN TTPU
CIEAYIOUIMX TeMIepaTypHO-BpeMeHHbIX ycioBusix: 30 ¢ neHarypauuu mpu 95 °C,
30 ¢ omxura npu 54 °C u 40 c cunresa npu 72 °C. Ha 3aBeparomieil craguu
CUHTE3a MPOOUPKHU BbIAEp)KUBatOTCsA 6 MuH npu 72 °C.

4. IMocne oxonuanus [P mpoOs! moMenaroT B XOJIOAMIBHUK.

Aemomamuueckuti KanuiiapHslil 21eKmpoghopes ¢ NOAUXPOMHBIM IA3ePHbIM
CKaHUpoBaHuem

[ToaroTtoBky k pabote renernueckoro ananmuzatopa ABI PRISM 310
BBITIOJIHUTH B COOTBETCTBUU C MHCTPYKIMEH (PUPMBI-ITPOU3BOAUTEIIS.

AHaJIU3 TPOU3BOJIUTH MPHU CIEIYIOMIUX MTapaMeTpax:

- nyuHa kanusuisipa 41 cm;

- 3aroHeHne Kanuwuisipa 4% nomamepom POP4 ™

- remneparypa 60 °C;

- BpeMsl HHbEKIMH 00pa3lia B Kanmuuisip S ¢;

- BpeMms pazzenenus 24 MuH;

- Hanpspkenue 7,5 kB.

[ToaroroBka npo0:

1. B mpobupky mobaButs 0,5 Min amrmumdukata u3 Kaxaoun peaxmuu, 0,5
MKJI Mapkepa wmosekyiasapHoro Beca LIZ500 wim ROX350 um 11 wmkn
JIEMOHU3UPOBAHHOTO (popMamua.

2. IIpo6s1 nenatypupoats 4 MuH 1mipu 95 °C.

3. [locne nenatypanuu npoOUpKH ¢ podaMu OBICTPO OXJIAJAUTH BO JIbAY.

4. YcTaHOBUTh HEOOXOAMMOE KOJIMYECTBO MHUKPONPOOUPOK B IITATHUB
aHaIu3aTopa.

5. [lepenectu Bech 00beM MPOOBI B MUKPOITPOOUPKHU.

Ananu3 npo0:

1. YcraHOBUTH ITATUB B aHAJIU3ATOP.

2. 3anaTh HEOOXOAMMbIE TapaMEeTPhl aHAJIN3a B IIpOrpaMMe cOopa JTaHHBIX.

3. 3amycTuTh nporpamMmmy coopa JaHHBIX.

4. Ilocne oxoHuaHUsl pa3AelieHUs OoOpa3loB M cOOpa JAHHBIX IMEPEHECTU
pe3ynbTaThl B IPOrpaMMy aHAJIM3a TaHHbIX.

5. IIpoananu3upoBaTh NOTYYEHHBIE JaHHBIE.

Humepnpemayus nonyuerHvlx 0aHHbIX
Omnpenenenue amieneil MPoOBOJAT MO HAIMYUIO M TojiokeHuto ¢pparmentos JTHK,
3a)UKCUPOBAHHBIX MpuOOpoM B mporecce aHanuza (puc. 2). [Ipoxykr IILP



pazmepom 103 m.H. amminduuupyercs B TOM clydae, €Cll B aHAIU3HPYyEMOM
oOpasiie npucyrcrByetr amienb ¢ 7 TA mostopoB. Amienu 8, 10 u 11 umeror
pazmep 105, 109 m 111 mH. COOTBETCTBEHHO. AJIENb &8 ACCOIMHUPOBAH C
MOBBIILICEHHBIM YPOBHEM XOJIECTEpUHA U ABIsieTcsl (pakTopoM pucka pazsutus I117y
JIUL, SIBJIAFOLIUXCS HOCUTESIMH TaHHOTO aJUIE]Is.
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Puc. 2. BapuanTsl reHoTuna no noaumopgusmy resa peuenropa JIIHII,
uaeHTH(UUMpPOBaHHbIE B X0/¢ ucciaeaoBanusa: 1 — anuaean 8/10; 2 — 7/7;
3—7/10;4—10/10; 5—7/8; 6 — 8/8; 7— 7/11

NEPEYEHb BO3MOJXHBIX OCJOXHEHUH HJIH OIIHUBOK
IMPU BBINTOJIHEHUU U ITYTU UX YCTPAHEHUS

YuuTsiBas KpaifHe BBICOKYIO 4yBCTBUTEIbHOCTh MeToza [IIP, Heo6xomumo
u30eraTh 3arps3HEHUs] HCCIEIyeMbIX O0pa3Il0B HMHOPOJIHBIM OHOJOTHYECKUM
MatepuasioM. [l mpeaoTBpaiieHus: BO3MOXHBIX JUATHOCTUYECKUX OIIMOOK
TpeOyeTcsi coOII0ACHUE CIAEAYIONIUX MPABUII:

® ICMOJIb30BaTh TOJIBKO XUMHUYECKH YUCTYIO M, YKEJIATeIbHO, CTEPUIbHYIO
OCyJ1y;

e 1ociie paboThl C KaxAbIM OOBEKTOM HHCTPYMEHT U HCIOJIb3yeMble
MTOBEPXHOCTH JIA0OPATOPHBIX CTOJIOB IPOTHUPATh ITAHOJIOM;

® HCITOJIH30BATh OJTHOPA30BbIC MPOOUPKU U HAKOHEYHHKH JJISI IUTIETOK;

® CTEpUJIM30BaTh MPUMEHSIEMbIC pacTBOpPbI  (€ciau  JomycTUMa  HUX
CTEPWIN3ALINS) U XPAHUTh UX PA3JIUTHIMU HEOOJIBIIUMHU MOPLUSIMU;



e paboTaTh TOJBKO C MUHUMAJILHO HEOOXOIMMBIMU 00bEMaMH PACTBOPOB;

® [iepe/l OTKPBHIBAHUEM KPBIIIEK MPOOUPOK OCAXAATh PACTBOPHI CO CTEHOK
HEHTPUPYTUPOBAHUEM;

® B KaXAYyI0 CEepHio MpoO BKIIOYATh B KAayeCTBE KOHTPOJS HPOOHUPKY C
MOJTAlHBIM BHECEHHMEM BCEX TMPHUMEHSEMbIX pacTtBopoB, HO 0e3 JIHK
(oTpHULIATENIbHBIA KOHTPOJIB);

e npu BbigeneHnn JIHK u mocranoBke I[P nuno coTrpyaHuka DOJHKHO
OBITh 3aIIMILEHO 3KPAaHOM JIMOO MAacCKOW, paboTa BBINOJHAETCA B OJHOPA30BBIX
nepyaTkax, KOTOpbIE B ClIydae MONaJaHrs Ha HUX MaTeprana MEHSIOT.

B MonekynspHO-TeHeTUYeCKOH J1adopaTopuu  HEOOXOIUMO  BBIJCISTH
HECKOJIBKO 30H:

1) B 30one skctparupoBanusi JJHK ocymecTBiasitor Bce aTambl 00paboTKu
OMOJIOTHYECKOTO MaTepuaa u Boijenenus renomuoi JJHK;

2)3ona mposenenust [IIIP mnpennasHaduena s BHECEHUS B NPOOUPKH
KOMIOHEHTOB amIidukanuonHoi cmecu u JIHK, a Taxke mis amrmudukammm.

B 30nax skcrparuposanus JIHK u nposenenus 1P (nepBoii u BTopoii) He
CIIElyeT OTKpbIBaTh MPOOUPKU C MPOIYyKTAaMHU aMIUTU(UKALMH, ITY HPOLEAYPY
OCYIIECTBIISIIOT B U30JIMPOBAHHON TPETHEU 30HE;

3) B 30He ananuza nponykToB IILIP mpoBOAsAT pecTpUKLMIO, MOATOTOBKY
00pa31oB K BHECEHUIO B I'ellb, JEKTPOPOPE3 U PErUCTPALIMIO PE3YJIHTATOB.



	Первичная гиперхолестеринемия (ПГ), осложненная атеросклерозом, — причина многих сердечно-сосудистых заболеваний. Моногенной формой заболевания является семейная ПГ, вызванная мутациями либо в гене рецептора липопротеина низкой плотности (ЛПНП), либо в гене, кодирующем белок аполипопротеин В.  
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