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IlepeyeHb HCMOJIBL30BAHHBIX COKPAIIEHUIA:

LDLR — ren penenropa JIumonpoTeMHOB HU3KOH mroTHoctu (low density
lipoprotein receptor);

[TLIP — nonumepasHas uenHas peakius,

HT® — nykneoruarpudocdarsr,

JIHK — ne30xkcuprOoHyKIEMHOBAsE KUCIIOTA,

NBC — nmemudeckas 60J1e3Hb Cepla;

OATA — 3TuneHInaMUHTETPAYKCYCHAs! KUCIIOTA;

SSCP — meron aHanu3a KOH(POPMAIIMOHHOTO MOJUMOpP(HU3Ma OJHOLENO-
yeunbix pparmentoB JIHK (single-stranded conformation polymorphism);

TEMED - rerpamermmatuncaanamun (tetramethylethylenediamine);

APS — niepcynbdar ammonus (@ammonium persulfate).


http://www.ncbi.nlm.nih.gov/gene/3949
http://www.ncbi.nlm.nih.gov/gene/3949
http://www.ncbi.nlm.nih.gov/gene/3949
http://humbio.ru/humbio/moldiagn/0001a789.htm

B Hacrosiell HHCTPYKIMH 1O MPUMEHEHHUIO (J1ajiee — MHCTPYKIIUS) U3J0-
’KEH METOJ MOJICKYJIIPHO-TEHETHUUECKOT0 aHaln3a IMOJHOW KOAMPYIOIIEH IO-
CJIEIOBATEILHOCTU T€Ha pelenTopa JUMONPOTEUMHOB HHU3KOW IUIOTHOCTH
(LDLR) ¢ 1ienbro BBISBICHHS HATMYUS KIMHUYCCKH 3HAYMMBIX MYTallUd U Te-
HETUYECKUX MOJUMOP(PU3MOB, CBSI3AHHBIX C BBICOKMM PHUCKOM pa3BUTHS Ha-
CJICICTBEHHOM rumnepxosiectepunemMun. lIpegHasHaueH misi clenyrolmuxX Bpa-
Yeil-CeMaiuCTOB: BpAaYM-TEHETUKHU, Bpadyu-KapAHOJOTH, BpauHu-TEPaIeBTHI,

Bpayu JIa0OPaTOPHOI THATHOCTUKH.

IlepeyeHb HEOOXOAMMBIX MEIUIIUHCKUX U3/1€JIUI, pEAKTUBOB H JP.

BricokockopoctHas wmukpouentpudyra (mo 10 000-12 000xg) ¢ porto-
pom s mpobupok Tuna «Eppendorf» 1,5 mi, TBepmoTenbHBI TepMoOCTarT,
MUKPOLEHTPU(DYTa-BOPTEKC, KOMIUIEKT MUIETOYHBIX a03aTopoB (0,5-10 mki;
5-50 mxit; 20-200 mxir; 100-1000 mkir), Hacoc ¢ koadou-noBymkoi, ITIIP-60kc
¢ YO-peuupKyJIaTOpoM BO3yXa, CIIEKTPOPOTOMETP ISl ONPEIAETICHUS KOJInYe-
ctBa U kKauectBa BoiaeneHHod JIHK, ammmudukarop JHK, kamepa mis ropu-
30HTaJBLHOTO WJIM BEPTUKAJIBHOIO MOJMAKPWIAMHUAHOIO Telib-3JeKTpodopesa,
VMCTOYHUK MUTAHUS MOCTOSTHHBIM TOKOM C XapaKTepUCTUKAMHU, MO3BOJISIOIIUMHU
NoAAEPKUBaTh MHapameTpbl Toka He Huke 600V, kamepa ISl OKpAacKu Teneil ¢
UCIIOJIL30BAaHUEM HUTpaTa cepedpa, TeHETUUECKUN aHalu3aTop (CEKBEHATOD).

HabGop pacxogHbIX MaTepualioB. pPE3WHOBBIC TEpUYATKH, XajaThl,
HAKOHEYHUKHU sl munetok ¢ ¢uibtpom  npo 10, 20, 200, 1000 wmx,
dbunpTpoBaNIbHAs Oymara, MUKpOLCHTpU(DYx)HbIE TTpoOupku Ha 1,5 wm 2 M,
[MIIP-ipoOupku Ha 0,2 My, mTaTtuBbl s npodbupok Ha 1,5 min u 0,2 wmu,
CTEKJISTHHAsI XUMHUYECKasl IOCy/1a U JIp.

HaGop pearentoB mjist mpobomnoarotroBku u nposeaenus [P Bkarouaer B
cedst cleayroluMe KOMIIOHEHTBI: TOTOBBI KOMMEpYECKHMU Habop uis
skctpakuuu JIHK w3 kpoBu, 0ydepnsiit pactsop s 1P, TepmocTabunbHas

JAHK-nmonmumepasza s «ropstaero crapta» (Hot Tag-momumepasza), 25 MM



MgCl,, cmecs HT®, cnienmduueckue oJUroHyKICOTHaHbIE mpaiiMepsl 10 MM
p-p, Bona III[P-kauecTBa, KOMIOHEHTHI ISl PUTOTOBJIEHUS MOJIUAKPUIAMHUI-
HOTO refisd, Oy(depHBIX PacTBOPOB JJIA 3JIeKTpodope3a, peareHThl Il OKPAaCKU
rejieil HUTpaToM cepedpa, KOMIUIEKT PEeareHTOB JJisi CEKBEHUpOBaHMS (Qpar-

menToB JJHK meromom Cenrepa.

IHokazaHus K NPUMEHECHU IO
1. Hanmnumne KIMHWYECKUX NMPU3HAKOB CEMEMHOW THIIEPXOJIECTEPUHEMUN

(MKB 10: E78.0; E78.2; E78.4; E78.5; E78.8; E78.9): ncoror UBC (MKB 10:
120-125) B Bo3pacte 30-40 5eT; ypoBeHb OOIIEIO XOJECTEPHHA >7 MMOJIbB/I,;
YPOBEHb JIMIONPOTEMHOB HU3BKOW IUIOTHOCTH >4 MMOJB/I; TyOepOo3HbIE
kcantombl (MKB 10: E78.2), kcaHTena3Mbl, JUIOHWIHAS Jyra POTOBHIIBI;
HaJIMYKE y TAIMEeHTa POJACTBEHHUKOB MEPBOM WMJIM BTOPON CTENEHH POJCTBA C
QHAJIOTMYHOM IaTOJIOTHEH.

2. KackagHblil TeHETUUYECKUN CKPUHUHT KPOBHBIX POJCTBEHHUKH TallU-
€HTOB, Y KOTOPBIX BBISBJICH T€HETUUECKUMN Te(EKT.

IIpoTuBOMOKA3aHUA 1JIs1 IPUMEHEHM S

OTCyTCTBYIOT.

Onucanue TEXHOJOTMH UCIOJIB3YEMOT0 METO/1A

1 MaTtepua st HccjieI0BAHUS M MPOOONOAT0TOBKA

Marepuanom s Beiaenenns JJHK ¢ nenpto ananmnsa Mmytauuil U reHETH-
yeckux nojsumopdusmo reHa LDLR sBisieTcs nenbHas BeHO3Hast KpoBb. Ma-
Tepuan oobemMoM 1 M1 tociie 3a6opa MePEeHOCUTCS B IIEHTPUDYKHYIO TTPOOUPKY
turia Eppendorf oosemom 1,5 mut, comepxkamnyro 100 mxa 0,5 M DATA (du-
HanpHas KoHieHTpanus 50 MM). Breigenenue u ounctka odpasios JIHK ocy-
IIECTBIISICTCS. OOBIYHBIM JIOCTYITHBIM CIIOCOOOM TOCPEICTBOM COOTBETCTBYIO-

X HA0OPOB PEareHTOB.



KpaTtkoBpemenHoe xpanenne oopasios JJHK (mo 2 Hemensb) ocymiecTBis-
ercst ipu Temneparype ot (+2°C) o (+8°C). Bosee mmTenbHOE XPaHEHHE TPO-
BozuTes pu Temmeparype (-20°C).

2 IlpoBeneHne moJTuMepPa3HOi IeMHOM peaknu

2.1 Cnenuduyeckue OJUTOHYKICOTUTHBIEC TpaitMephl

AHanu3 MyTalnui U reHeTndeckux noaumop@uimon rema LDLR ocymect-
BIsieTcsa B mpeaenax 1-18-ro sk30HOB, a Takke B MPOMOTOpPHOM obnactu. s
ammmudukamu pparmentoB JIHK, B mpenenax KOTOpBIX JIOKAJTU30BAHBI HCCIE-
JlyeMble T€HETUYECKHUE BAPUAHTHI, MCIOJIb3YIOTCSA Mapbl CHELM(PUUECKUX OJIUTO-
HYKJICOTU/IHBIX MpaiiMepoB. IX OCHOBHbBIE XapaKTEPUCTUKH MPEICTABIEHBI B TA0-
e 1.

Tabnuna 1 — Onuronykieotuiabie npaimepst st [TL[P

e Haszpanue Hnusa Temnepartypa

o/m . HykneoTunHas nociaenoBaTeabHOCTh 57-3° ¢parmenTa, o
npaiimepa - omxura, C

1 LDLR Pr F CAGCTCTTCACCGGAGACC 278 54

2 | LDLR Pr R ACCTGCTGTGTCCTAGCTGG

3 LDLR_1 F CACATTGAAATGCTGTAAATGACG 215 58

4 LDLR 1 R CTATTCTGGCGCCTGGAGCAAGC

5 LDLR 2 F TTGAGAGACCCTTTCTCCTTTTCC 184 59

6 LDLR 2 R TGCATATCATGCCCAAAGGGG

7 LDLR_3 F TTCCTTTGAGTGACAGTTCAATCC 196 56

8 LDLR 3 R GATAGGCTCAATAGCAAAGGCAGG

9 | LDLR 4A F GTTGGGAGACTTCACACGGTGATGG 356 62

10 | LDLR_4A R ACTTAGGCAGTGGAACTCGAAGGCC

11 | LDLR 4B F CCCCAGCTGTGGGCCTGCGACAACG 269 62

12 | LDLR 4B R GGGGGAGCCCAGGGACAGGTGATAG

13 | LDLR 5 F AGAAAATCAACACACTCTGTCCTG 180 58

14 | LDLR 5 R GGAAAACCAGATGGCCAGCG

15 | LDLR 6 F TCCTCCTTCCTCTCTCTGGC 179 56

16 | LDLR 6 R TCTGCAAGCCGCCTGCACCG

17 | LDLR 7 F GGCGAAGGGATGGGTAGGGG 236 57

18 | LDLR 7 R GTTGCCATGTCAGGAAGCGC

19 | LDLR 8 F CATTGGGGAAGAGCCTCCCC 290 66

20 | LDLR 8 R GCCTGCAAGGGGTGAGGCCG

21 | LDLR 9 F CCCCTGACCTCGCTCCCCGG 294 66

22 | LDLR 9 R GCTGCAGGCAGGGGCGACGC

23 | LDLR_10 F ATGCCCTTCTCTCCTCCTGC 278 58

24 | LDLR 10 R AGCCCTCAGCGTCGTGGATA

25 | LDLR_ 11 F TCCTCCCCCGCCCTCCAGCC 194 66

26 | LDLR_11 R GCTGGGACGGCTGTCCTGCG

27 | LDLR_12 F GCACGTGACCTCTCCTTATCCACTT 209 56

28 | LDLR 12 R CACCTAAGTGCTTGCATCTCGTACG




[Iponomkenue Tabnuisl 1

Ne Hazpanue Anuria Temmepatypa

n/n . Hyxneotunnas nocnenoBaTenbHOCT 5°-3° (parmenTa, o
npaiiMepa L orxwura, C

29 | LDLR_13 F GTCATCTTCCTTGCTGCCTG 217 62

30 | LDLR 13 R | TTCCACAAGGAGGTTTCAAGGTTGGGGGGG

31| LDLR 14 F AAATTTCTGGAATCTTCTGG 288 59

32| LDLR 14 R GCAGAGAGAGGCTCAGGAGG

33| LDLR_15 F CCTGACTCCGCTTCTTCTGCCCCAG 203 60

34| LDLR 15 R CGCAGAAACAAGGCGTGTGCCACAC

35| LDLR_16 F CCTTCCTTTAGACCTGGGCC 173 58

36 | LDLR 16 R CATAGCGGGAGGCTGTGACC

37| LDLR_17 F GGGTCTCTGGTCTCGGGGGC 240 58

38 | LDLR 17 R GGCTCTGGCTTTCTAGAGAGGG

39| LDLR 18 F TCCGCTGTTTACCATTTGTTGGCAG 126 57

40 | LDLR 18 R AATAAAACAAGGCCGGCGAGGTCTC

2.2 YcnoBus IPOBEICHUS OTUMEPA3HON LIETTHON PeaKINU

CMmech peareHToB ISl TPOBEACHUS OJHOM peakiuu B o0beme 25 MKI Gop-
MupyeTcs cienyromum oopazom: 2,5 mxn 10x Hot Start ITIP 6ydep (200 MM
Tpuc-HCI pH 8,3, 200 MM KCI, 50MM (NH,4),SO;,), 1 mxin 10MM cmecu dNTP,
0,1 mxn xaxxmoro 100 MxM mpaiimepa, 2,5 mxn 25MM MgCl,, 0,1 mxi Hot Start
Tag-momumepassl (5 en./mxi), 1 mxa obpasua JIHK, Boma IMI[P-kauectBa 10
oowema 25 mki. Jlns TP Heo6xoaumMo UCoIb30BaTh ClieIUMAIbHBIE TTPOOUPKHU
oobemoM 0,2 mu. IIHP npoBogutTcs B aMmin@ukarope C MOJOIPEeBaEMOit
KPBILLKOM.

[Iporpamma mns ammmndukanuu ananusupyembix ¢parmentoB JJHK BbI-
TISIIAT CICAYIOMKUM o0pa3oM: HadaiabHas AeHarypanus — 5 MuH. pu 95°C,
3areM 35 nMkiIoB 1-MuHYyTHOUM AeHaTypaiuu npu 95°C, omxur npaitmepos — 1
MUH. TIpU COOTBETCTBYIOIIEH Temmneparype (Tabmuma 1) v snoHramus 2 MuH.
npu 72°C. B 3aBepuieHun — puHagbHas 3JI0HTaus 5 MuH. pu 72°C 1 oxJax-

neuue no 4°C.



3 JuexkTpodopernyeckas nerekuus pesyiabraros I[P

[Ipennaraemplii METOJ BBIABICHUS MYyTallMd WM TE€HETUYECKUX ITOJIUMOP-
¢u3moB reHa LDLR ocHoBaH Ha MeTojie aHaIM3a OJHOHUTEBOrO KOH(MOpMAIIH-
orHoro mosmmMopdusma (SSCP). DToT MeTon MO3BONSIET BBISBIATH HAJTUYHE
HYKJICOTU/IHBIX 3aMEH, JIeJICIINI U MHCEPIUA Ha MPOTKEHUU BCEU JITTMHBI aM-
mnuuupoBaHHoro mnpoaykra. Merog SSCP 3akirodaeTcssi B CIEAYIOLIEM:
MPOAYKT aMIUTM(UKAIIUKA JECHATYPUPYIOT, W TOJIYyUYCHHBIC OJHOHUTEBBIC MOJIC-

KYJIbl Pa3JIETISIOT C MIOMOIIBIO 3JIEKTpodope3a B MOJTMAKPUIAMHUIHOM Telle.

3.1 IlloaroToBka renst u OydepHbIX pacCTBOPOB

DnekTpodope3 OCYLIECTBISIETCS B TOPU3OHTAIBHON WJIM BEPTUKAJIBLHOU
KaMmepe Jisl NOJMaKpUIaMHUIHOTO Telb-3nekTpodope3a. Huke onmcan meron
IIOCTaHOBKH MOJMAKPUIAMUHOTO HEIEHATYPUPYIOLIETO relb-3JeKTpodopesa B

I‘OpHSOHTEUIBHOIZ KaMCpe C NPUHYAUTCIIbHBIM OXJIAKACHHUCM.

Jlns TmpUTOTOBNIEHUS TENs W TPOBEISHUs 3JIeKTpodope3a HEOOXOAUMO

IpeIBAPUTEIIHBHO IPUTOTOBUTH HECKOJIBKO pacTBOpoB (Taoir. 2).

Tabnuia 2 — CocTaB OCHOBHBIX PACTBOPOB JIJIsl TPOBEICHUS AJIeKTpodopesa

PacTBOp/KOMITOHEHT K-Bo

Axpunamuo:ouc-axkpunamuo (T =30 %, C=2 %)

aKpUIIaMuI 294r
Ouc-akpuIaMuI 06T
Bona nuctrimupoBaHHas U AeMOHU3UPOBaHHAs (11/11) 10 100 mu

Axpunamuo:ouc-axpunamuo (T =30 %, C = 3 %)

aKpuIaMux 29.1r
Ouc-akpuIaMu 09r
Bona (/) 10 100 mu




[Iponomkenue TaOIHITBI 2

T'enesviii oyghep 0,448 M Tpuc-auemam pH 6,4 (4X konuenmp.)

Tpuc 54r
VYkcycHas kucnora (Jien.) 1o pH 6,4
Bona (/) o 100 mn

Anoouwtit oygpep 0,45 M Tpuc-ayemam pH 8,4

Tpuc 273r
Boxa (w'n) 400 mn
VYkcycHas kucnora (Jien.) 1o pH 8,4
Bopa (/) 10 500 mut
Kamoonuwuit oyghep 0,08 M Tpuc/0,8 M Tpuyun
Tpuc 49r
Tpuuun 71,71
Bona (/) 110 500 M

Pacmeop nepcynvpama ammonus (APS) 40%

[Tepcynbdat ammonus 400 mr

Bona (/) 1o 1 mi

3azpy3ounwviii 6yghep

['eneBslii 0ydep 3,0 M

Bbpomdenonossiit cunumii 1% 100 mxn
OJITA0,2M 250 MKk
Bona (/) 710 25 M

[TormmakpumaMugHbIe TEIU JUIsl TPOBEICHUS dJeKTpodope3a TOTOBAT Ha
MOJJACPKUBAIOIICH IUIEHKE W3 TMOJWMACTepa NpPU  TOMOIIA  CHENHAIBHOTO
JOTIOJTHUTENILHOTO Habopa akceccyapoB (puc. 1), BKIIOYAIOIIETO JBa CTEKJA C
MIPOKJIATKON I (POPMUPOBAHUS TOJIIMHBI TS U 3aKUMbBI ISl CKPEIUICHUS

CTCKOJ BO BPCM: ITOJIUMCPU3AlINH.



Pucynok 1 — Crena st npuroTOBICHUS MOJUAKPUIIAMUIHBIX TEJIEH B
coOpaHHOM BHJie: A — cTekJa; b — 3aKuUM [71s1 CKpeTieHus: CTEKOJI BO BpeMs
MOJIMMEPU3ALUHU Ielisl; B — mpokiaaka yrjaoTHATENbHAS, ONPEAESIAIOIIAs

Tonuny rens; I - Hakneiku 115 GopMUpOBaHUS 3arpy30UHbIX JIYHOK

[Ipyn momoIM JaHHOTO CTEHJIa TOTOBST reib ¢ pazmepamu 25x14 cm u 1
MM TOJIIMHOM. J[JIsi MPUTOTOBIEHHS OJTHOTO TeJisl UCTOJb3YIOTCSI KOMIIOHEHTHI
B ITPOTIOPIINSX, YKa3aHHBIX B Tadmwmie 3.

Konnenrpupyromuii renp 3anvBaeTcss B TIEpBYIO OdYepedb, a 3areM Ha
KOHIEHTPUPYIOIIMI Telb HacllauBaeTcs pasaenstommii  reiab. CreHn i
IIPUTOTOBJICHUSI TEJSl MPEABAPUTEIILHO OXJIAXKAAIOT B XOJOMWIbHOU Kamepe. [lo

HCTEUCHNH 2 9aCOB TOCTIC 3aJIMBKU T'ellb TOTOB K MPOBEACHUIO ATeKTpodopesa.



Tabnuua 3 — CoctaB peareHToB Jyisi (POPMHUPOBAHUS OJTHOTO MOJIUAKPUIIAMHUI-

HOTI'O reiid
KommnoHeHTs! rens Konuenrpupyrommit | Pasgensronui
renb, T=4%, C=3% | remsp, T=12%, C=2%
['munepun 2,0 M 0,5 mu
Axpmnamu:6uc-Axpunamun T=30%, C= 2% - 10,0 M
Axpwitamun:ouc-Axpunamun T=30%, C= 3% 1,3 M -
["eneBblil Oydep 2,5 M 6,3 mi
Bopa (/) 4,2 Mn 8,3 M
TEMED 6,0 MK 14,0 Mk
APS 40% (mobaBisieTcsi HEIOCPEICTBEHHO TIEPeT
3QJIMBKOM TeJIs) 15,0 MK 35,0 MK

3.2 IIpoBenenue 3meKTpoHOpeTHIECKOTO (HPAKIIMOHUPOBAHMUS

st mpoeaenust SSCP-ananuza crnenyromum nocne [P sBasercsa stan
JICHATYPAIMH TPOIYKTOB aMIUTH(DHUKAIUKA C IETbI0 MOJYYCHHUS OJHOHHTEBBIX
¢bparmentoB JIHK. Jlna storo B mpoOMpKy ¢ NPOAYKTAaMU aMILUIAPUKALUU
nobasisieTcst popMamMu/l, coliepKaluii KpacuTeab OpoM(PeHOTOBBIN CUHUH (Ha
25 mn popmamuna 10 mr 6pomdenonoBoro cuuero) B mpomopiuu 1:2. 3atem
npoOMpKYy TOMEIIAIT B TepMocTaT Ha 5 muH. mpu Temmepatype 98°C. Ilo
OKOHYAHHWH 3TOT0 dTarna MpoOUpPKY OBICTPO MEPEMEIIAIOT B KIOBETY C JICISTHOM
BOJOW Ha 5 MHUH. W HEMOCPEACTBEHHO IIOCJIE 3TOr0 OOpasllbl HAHOCAT B
3arpy304YHble JYHKH Tels 00beMOM 7 MKJI TUIETOYHBIM JI03aTOPOM C
WHAVNBUAYATbHBIMA HAKOHCYHUKAMU TS KaKI0T0 o0Opasia (puc. 2).

J171s1 OIIEHKY MOJIEKYJISIPHOTO BeCca aHAIM3UPYEMbIX (DparMEeHTOB B OJIHY U3
CBOOOJHBIX JIYyHOK BHOCHTCS 0Opaszell Mapkepa MOJIEKYJISIPHOTO Beca.
Haubonee ynoOHbsiMU sBIIIIOTCS Mapkephl ¢ pparmentamu oT 50 mo 800-1000
nap HyKJICOTHIOB ¢ I1aroM B 50 map HyKJI€OTHIOB.

JI1st ocyIiecTBICHUS KOHTAKTa AJIEKTPOJIOB C TeJIeM UCTIONB3YIOTCs OyepHbIe
MOJIOCKM M3 TPEXCIOWMHON (UIBTPOBAILHOW Oymard MIMPUHOM 5 CM, KOTOpHIE
HAKJIQJIBIBAIOTCA O BCEW IIMPUHE, 3aXBaThIBAsl 2 CM TeJsl C KATOAHOW M aHOJIHOM

ctopoHsl (puc. 2). bymara mnponuthiBaeTcsi 15 M COOTBETCTBYIOLIETO

10



anekTpoHoro Oydepa (Taoun. 2). [locne HakmaapIBaHUS IEKTPOIOB Ha OydepHbIe
TIOJIOCKH 3JIEKTpoopeTryeckas KaMepa MOJICOCANHSACTCS K MCTOYHUKY TTHTaHMUS.
HavaneHbIMM mapamMeTpaMu TOKa Il TMPOBEACHHS diekTpodopesa ¢
WCIIOJB30BAaHUEM BbIlIconucanHoro rens sBisorces 600 B/100 MA/30 Br.
DnekTpodopeTndeckoe (GpaKIMOHUPOBAHUE OCYIIECTBISAECTCS B TedeHue | .

45 MUH. TIpu Temmepatype paboueii moBepxHOCTH Kameps! 15°C.

Pucynoxk 2 — PacnionoskeHue resns B 3JeKTpodhOpeTHIECKON KaMepe U
HaHEeceHHe 00pa3noB: A — iyHkU ¢ oOpa3uamu; b — rens; B — kaTonHas
Oydepnas nosnocka; I' - anognas Oydepnas nosnocka; /| — oxnaxkaaemas
pabouas MOBEPXHOCTH EKTPOHOPETHIECKON KaMePhl C KEPAMUIECKUM

IIOKPBITHEM

Kontpomas mporiecca anekTpodopesa OCyIIeCTBISIETCS BU3YyalIbHO 0 MEpe
NPOABMIKEHUST CHHEH OpoMQeHOIOBOM METKM OT Karoja K aHOKY.
DnekTpodope3 mpekparaercs, Korga MeTka HaxoauTcs B 1 ¢M OT aHOIHOM

OydepHOil OIOCKHU.

11



3.3 Okpacka rensi ¢ UCMOJIb30BAHUEM HHUTpaTa cepedpa

Okpacka Telas C  HCIOJb30BaHMEM  HHTpaTa cepebpa  MOXKET
OCYIIECTBIIATHCS KaK BPYUYHYIO, TaK W B CIeNHaIbHOW Kamepe. Ilpomecc
OKpallIMBaHUs MPOTeKaeT B 5 atamoB. OO0beM pacTBOpa AJis KaXKJAOTO U3 ITArlOB
coctaBisier 200 mu. B Tabnune 4 mpeacTaBieHbl COCTaBbl OKPAIIMBAIOIIMX

pPacTBOPOB U BpPEMsI MHKYOAIMU rejisl Ha KaX0M U3 3TaroB.

Tabmuma 4 — CocTtaB pacTBOPOB U BpeMs MHKYOAIlMM Ha Ka)XJAOM M3 JTArloB

OKpacKu MOJHAKPUIAMHUAHOTO TeJisl C UCIIOJIb30BAaHUEM HUTpaATa cepedpa

Oran/pactBop K-Bo pearenra/Bpems

| sman — Quxcupyrowuii pacmeop

1,25 1 (0,7%)
50 mut (24%)
0,5 mi (mo pH 1,0)

Hatpuesas coinb cynb}hoOeH3010BOM KUCTOTHI

OTUIOBBIN CIUPT

CepHas k-Ta (KOHII.)

Bona (/1) 10 200 mut

Bpewms unkyOanun 40 muH.

Il oman — Oxpawusarowuti pacmeop

Hurpat cepebpa 0,4 1 (0,2%)
Harpuesast conb cynb()oOeH30710B0M KUCTOTHI 0,14 r (0,07%)
Bopa (/) 110 200 Mt
Bpewmst nnkybaruu 40 muH.

Il sman — I[Ipomwviexa
Bona (/) 200
Bpewmst nnkybaruu 2 MUH.

Oran/pacTBop

K-Bo pearenra/Bpems

12




[Tponomkenne Tabnuip 4

IV oman — Ipossnarowuii pacmeop

KapOonar Hatpus 51 (2,5%)

®opmanbierun 37% (BHOCUTH HEOCPEICTBEHHO MEpe]l OKpa-

CKOM) 0,4 M1 (0,074%)

Tuocynbdart Hatpus 2% (BHOCHTb HEMOCPEICTBEHHO MEpe]

OKpacKom) 0,4 m1 (0,2%)

Bona (/) 110 200 Mt

Bpewmst nnkybaruu 5-7 MMH. 70 IOSIBJICHUS YET-

kux ppakmuit JJHK

V sman — Ocmanoexa peakyuu u KoHcep8ayus 2ens

VYkcycHas k-Ta (1e.) 2 mi (1%)

Auerat HaTpus 10T (5%)

['munepun 20 r (10%)

Bona (n/m) 10 200 vt

Bpems unkybauuu 40 muH.

[Ipyu  BbIsiBIEHMH ~ (PAKTOB  OJHOHUTEBOIO  KOH(POPMALMOHHOIO
nosuMopdu3Ma WM HaJIU4Ms TeTepoiayIuieKcHoro mnarrepHa oOpasusl JJHK
CEKBEHUPYIOTCSI C MCIOJIb30BAHUEM IM€HETUYECKOr0 aHAIM3aTopa KanuJUIIpHO-
ro tuna no merony Cenrepa. CEeKBEHUPYIOIIAs PeakLysl OCYIIECTBISIETCS KaK ¢
npsMbIM, Tak W ¢ oOpartHpiM mpaiimepom (Tabn. 1) ¢ wucnonp3oBaHHEM

PCArcHTOB U3 Ha60pa AJIs1 CCKBECHUPOBAHMA.

HNuTepnperanus pe3yJbTaTOB aHAJIU3A

[Ipu npoBeneHUU I'€HETUYECKOTO0 TECTUPOBAHMS 0053aTEIbHO BKIIOUEHUE
B CEPHIO TECTOB OTPUIIATEIILHOTO KOHTPOJIA B BUAe oopasna JIHK 6e3 myraruii.
OT0 HEOOXOAUMO JUIsi MPOBEACHUS BU3YaJbHOTO aHallM3a MaTTepHOB (Mpo-
CTPaHCTBEHHOTO PAacIOJIOKEeHHS (pakiuii Ha rejne) B 30He ogHoHuTeBor JIHK.

Kpome usmenenus narrepHoB B obsactu ogHoHutTeBor JIHK, oObryHO Xapak-
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TEPHBIX NIl OJHOHYKJIEOTUIHBIX 3aMEH, MOTYT HAOIIOAAThCSl T€TEPOTYILICKC-
HbIC MAaTTEPHBI B BUJIC JOMOIHUTEIBHBIX MEIJICHHO MUTPUPYIOMUX PpaKkiuid B
3oHe nByxHuteBor JIHK. I'ereponmymnmekcHbie dpakiyu dyacto GopMHUPYIOTCS
IpY HAJUYUU WHCEPLUUU WIH JACNICHUH HYKIEOoTHAOB. JIroOoe oTiivuue aHaiu-
3UPYyEMOTr0 MaTTepHa OT KOHTPOJIBHOTO SIBJIIETCSI OCHOBAHUEM MJIS MOCIEAYIO-
iero cexkBeHupoBaHus aanHoro obOpasua JIHK ¢ uenpro pacmmdpoBku ero
HYKJIEOTHUTHOW MOCIE0BATEIIBHOCTH.

Haubonee xapakrepHble MaTTEpPHbI, CBUIETENCTBYIONINE 00 U3MEHEHHOU

ctpykrype JHK, cxematnuHO npencTaBiaeHbl Ha PUCYHKE 3.
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Pucynok 3 — Cxemaruueckoe n300paxeHue MoJIUaKpUIaMUIHOTO TeJis 1o-
CJIE OKpacKH HUTPATOM cepedpa C TUIMTUYHBIMU MPOSBICHUIMHU KOHPOpMaIU-
oHHoro noauMopduzma. {opoxku 4, 7, 11, 14, 16 — npumMepbl U3BMEHEHHBIX
narrepHoB B obsiactu ogqHonuteBor JIHK. Jlopoxku 14 u 16 — npumepsl TH-

IINYHBIX I'CTCPOAYINICKCHBIX IIATTCPHOB

Pe3ynbpTarhl CEKBEHUPOBAHUSI AHAUIM3UPYIOTCS MOCPEACTBOM CPaBHEHHUS
BBISIBIICHHOM M3MeHEHHOU nocienoarensbHocTd JJHK ¢ 6a3amu maHHBIX, HaXo-
nammMMEcs B OoTKpbiToM aoctyne cetd WatepHer (OMIM, dbSNP, LOVD
v.2.0).
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http://omim.org/entry/606945
http://www.ncbi.nlm.nih.gov/SNP/snp_ref.cgi?locusId=3949&chooseRs=all
https://grenada.lumc.nl/LOVD2/UCL-Heart/home.php?select_db=LDLR
https://grenada.lumc.nl/LOVD2/UCL-Heart/home.php?select_db=LDLR
https://grenada.lumc.nl/LOVD2/UCL-Heart/home.php?select_db=LDLR

OnucaHHBIl METOJ MOJIEKYJISIPHO-TEHETUYECKOTO aHalau3a SIBJISETCS 4a-
CThIO KOMILUIEKCHOTO JMArHOCTUYECKOT0 00CIIeIOBaHUS MAIIMEHTOB C MOJ03pe-
HUEM Ha CEMEUHYIO TUIIEPXO0JIECTEPUHEMHUIO.

AJITOPUTM TUAarHOCTHUKHU MAIMEHTOB C MOAO3PECHUEM HA CEMEUHYIO TUIIEp-

XOJIECTEPUHEMHUIO NIPEACTABIIEH HA PUCYHKE 4.

ITanuenTsI ¢ pakTOpaMu pUCKA

UBC u AT
Hopma «— Jlunmnorpamma —| [ucnmunupemus
CemeiiHbIil aHaMHE3
KonTpons
B JIMHAMUKE v
DusHKanbHOE
oOcrieioBaHMe
I'eneTnueckuii «— ng ?{%A
aHaJau3 X0
JlucniaHcepHasi TpyIina Jn- JluciancepHas rpyIina JHHA-
HAMHYECKOTO HAOTIOACHUS U MHUYECKOTO HAOJIIOICHUS U
7e4ebHO- PozcrBennnkm 1e49e6HO-NPOPUITAKTHIECKHE
IPOPUITAKTHIECKHUE MEPO- npobania MEpOTPHUSITHSI
pUSITHS 1 crenenn

PI/ICYHOK 4 — AHFOpI/ITM AUATrHOCTUKHU MAIIUCHTOB C IMTOJO3PCHUCM

Ha CGMCﬁHYIO TUICPXOJICCTCPUHCMUTO
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IlepeyeHb BO3MOKHBIX OCJI0KHEHUI MJIM OIIMOOK NMPHU BHINOJHEHNH U
MYTH UX YCTPAHEHUSA

B nporiecce BbINMOTHEHUSI MOJIEKYISIPHO-TEHETUYECKOTO aHallh3a Hauboiee
pacnpoCTPaHEHHBIM MPU3HAKOM METOAMYECKUX HapyLICHHH sBseTcsa ciadas
amungukanus uccienyemoix gpparmernroB JAHK mubo orcyrcTBue ammndu-
KA. DTO MPOSABIISIETCS B BUJIE HEUETKUX (PpaKUUid TMOO B UX OTCYTCTBUU I10-
clie OKpacku snekTpodoperndeckux rened. [IpuyuH HEyI0BIETBOPUTENBHBIX
PE3yJbTaTOB MOXKET ObITh HECKOJbKO. OCHOBHBIMU M3 HMX SIBJISIIOTCS HHU3Kas
00 KpaitHe BhICOKas KOHIIEHTpalus ucxoadoro oopasua JIHK (ontumanbsHas
KOHIICHTpAIHS JOJDKHA ObITh B mpezenax 10-50 Hr/MKiT), HempaBHUIBHO COCTaB-
JIeHHasl MporpaMma aMIiM(UKalyy, OMOKHA B MOCJIEI0BATEIbHOCTH HYKIIEO-
TUJIOB UCNOJIb3yeMbIX B I[P OMWroHyKI€OTHIHBIX MpariMepoB, UCIOIB30BA-

HHC PCAarcHTOB C UCTCKIINM CPOKOM I'OAHOCTH.
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