Tema: CoBpemeHHble MeToAbl JAHK-
JIMArHOCTUKU HAC/Ie ACTBEHHbIX bosie3Hen




/1o HeZaBHEro BpeMeHM AMarHOCTMKA MOHOMeHHbIX Hac1eACTBEHHbIX 6o1e3HeN
OCHOBbIBa/1aCb UCKAHOUYNTENBHO Ha 0COBEHHOCTAX PEHOTUNNYECKOrO NPOSIBAEHMS
3abosneBaHmA. TONbKO NpY HEKOTOPbIX HAaCc/1eACTBEHHbIX bone3HsAX obMeHa BelwecTs
AVArHOCTMKY NPOBOAWAM, ONpeensis ypoBeHb MU3MeHeHHbIX MeTabosIMTOB nan gaxe
n3MeHeHHoro pepmeHTa. PeHOTUNNYECKUIN YPOBEHb ANArHOCTUKN MHOTAa bbin
A,0CTAaTOYHbBIM ANS PeLIeHUs HEKOTOPbIX NPobaeM KAMHMYECKOM FreHeTUKN, HanpuMep ANS
BblbOpa TaKTUKM IeYeHUS KIMHUYECKUN CXOAHbIX, HO FeHeTUYeCkn BeCbMa reTeporeHHbIX
3aboneBaHMI, TakMX Kak HEPBHO-MblLLeYHble 3ab60neBaHNs AN NUTMeHTHas AncTpodus
CeT4yaTKu n T.4.
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Hanbonee agekBaTHbIe METOADI,
obecneymBaloLLne TOYHYIO AMATHOCTUKY
MOHOIreHHbIX 3ab01eBaHNIM, OCHOBaHbI Ha
nccnegosaHum JHK B parioHe
onpejeneHHbIX reHoB. HecMOTps Ha TO, YTO
MOJIEKYNSIPHO-TeHeTUYeCcKe MeTo/bl, Kak
NpaBuW/IO, BECbMA C/I0XKHbI, TPYAOEMKMU U
A,0pOrocTosALN, JaHHble, NONyYeHHble B
npouecce AHK-anarHoCTMKM HaMHOr o
TOoYyHee N MHPOPMATMBHEE AaHHbIX 4PYruX
aHanun3os.. N3eecTHo, yto AHK ocTaeTcs
HEN3MEHHOW Ha NPOTAXEHUM BCEN XXN3HU
OpraHn3ma v o4MHaKoBa BO BCEX SiZ,ePHbIX
KJeTKax, YTO NO3BO/SIET NCMO/Ib30BaThb A /15
aHasM3a npakTuyeckm nobble KNeTkn
OpPraHn3ma, NoJlyYeHHble Ha Pa3HbIX CTaAUAX
OHTOreHesa.




Takum obpaszom, c nomoubio AHK-aAMarHOCTUKM MOXHO peLlaTh caeaytoume
33/,a41, KOTOPble YacCTo He yAaeTcsa pewnTb 4PpYyruMy MeTOAaMu:

- NOATBEPXAEHME KIMHUYECKOrO AMarHosa nan anddepeHumanbHas

AVArHoCT1Ka y naumeHTa;
- npecuMnToMaTmnyeckas AMarHoCcTmnKa - Korga KJimHn4yeckne npmsHaku
3aboneBaHNA C NO34HMM f,e60TOM OTCYTCTBYIOT;

- NpeHaTanbHasa gnarHoctuka no AHK nnogHoro matepmnana (BOPCUHBDI
XOPWMOHQ, KNETKN aMHUOTUYECKOW XMNAKOCTWU, KPOBb N10A3J);

- NPeNMMNIAHTALMOHHAsA AnarHoctumka no AHK knetok apobsencs
ANLEKNIETKM, ONJIOA0TBOPEHHOM in vitro.




MonekynapHo-reHeTu4yeckme MeToAbl NPOBOAAT B HECKO/1IbKO 3TaMnoB.

MepBbiK 3Tan Bcex MeTo40B — nosiydyeHme obpasuyos AHK namn PHK. Ansa storo
MCNOb3YIOT KAMNo KPOBU, IEUKOLUTLI, KYAbTypbl dnbpobaactos, cockob anmutenms co
CcAn3ncTon 060104KK, BONOCSAHbIE NyKoBULbI. BoigeneHHas AHK ogmHakoBo npurogHa
ANA NpOBeAEeHNA PAa3/INYHbIX BAPUAHTOB M MOXET A,0/1r0 COXPaHATLCA B 3aMOPOXEHHOM
COCTOSHUMN.

BTopou aTan MoneKkyAipHO-reHeTUYEeCKUX METOA0B ABASIETCA HAaKOMeHWe
(amnandumkauyma) HyxHbix pparmentToB JHK. Ero obecneunsaeTt nosmmepasHas LenHas
peakuus (MLUP) B invitro.

MeTog amnandukaumm (YMHOXEHME Yncia Konumn onpegenédHoro ¢parmeHta JHK) ¢
nomoubto LITNP no3sosisieT B Te4eHMe KOPOTKOro BpeMEHU Pa3sMHOXNTb ornpeaengéHHYo
nocnegosatesibHoCcTb [1HK B KO/InyecTBe, NpeBbliwaowemM NCXOA4HYIO B MUJIZIMOH pas.
Cneaylowmm 3Tan MoeKYASPHO-TreHETUYECKOM AMArHOCTUKM ABIAETCS PECTPUKLLNSA
AHK Ha ¢parmeHTol. Pectpukumna AHK (pa3pesaHue, paspbiBaHME) NPOM3BOAUTCS C
MOMOLLbIO PECTPMKTA3, OTHOCATCA K rpynne bakTepmnanbHbIX SHAOHYK1ea3.

PasaeneHne pparmenToB AHK obecneunBaetcs meTtogoM anekTpodapesa Ha
araposHOM UM NoanakpunamuaHom rese. B npouecce anektpodapesa Kaxabiu
dparmeHT AHK 3aHMMaeT onpeaenéHHOE NONOXEHME B rese.

[Nocne 0bpaboTku rens atnams bpommaom, kotopbin ceasbiBaeTcs ¢ AHK, nposoasaT
yNbTpoduroeToBOE 06yUEHNE M OOHAPYXKMBAKOT y4acTKM cBeyeHus. CyLLecTBYHOT U
Apyrne MeTozbl OKPacku rens v BoisBaeHna ¢parmeHtos AHK.



npeCMMFITOMaTVI‘-IECKaﬂ ANarHoCTmnKa

AB/IAETCA NPUHLMNNANBHO HOBOW \ | ﬁ'\\
BO3MOXHOCTbO, MO3BO/ISAIOLLEN B psije ‘ . )
C/IYYaeB OCYLLEeCTBAATb 3PPEKTUBHOE - A Ko AN\
NnpeBeHTUBHOE NIeyeHne (Hanpumep, B "9 a % 4 Rg"" / ﬁé?

cnyyae 6onesHm BunbcoHa-KoHoBasioBa). Ho
AaXe B Tex c/lyvanx, Koraa spPpekTnBHoe
NevyeHune 3aboneBaHnA OTCYTCTBYET,

nosyyeHve HPOPMaL MM O HAMUUN UK Hereneparviskiie uamenenus
XBOCTaTLIX AAep
OTCYTCTBMM NAaTO/IOrNYECKOro reHa A1 :
v opn N e Nt L ENTY, ‘ / CnacTuka,
YIEHOB CEMEMN CO CyYasiMU QOISR & raporeinse
HacneACTBEHHOro 3abosieBaHMA MMeeT ARG, FR Cocamicnemas

CNOHOTEMEHWe

6o/1blOe MOpanbHO-NCMXON0rnYecKoe
3HaYEHWE U CNYXUT BaXXKHENLLIMM PaKTOPOM
ANS NTPUHATUS MHOTUX XXMU3HEHHO BaXHbIX
peLleHNI, CBA3AHHbIX C MJ1aHUPOBAHNEM
CeMbM U AeTopoxAeHUs, Bbibopa paboTbl n T.

a.

Unppo3 nesenn,
OTNOXEHUE Meau
B Ne4Yexu

Pucynok 3. lnasHbie opraHbi-MULLIEHNA U HEeBPOJIOrHYecKue nposasneHns 6o-
nesum Bunscorna — Kornosanosa (no F. Netter, 2001)




Hanbonee BaxxkHOW AiBNsieTCA NpeHaTaibHas
AMArHoCTMKa, KOTopas No3BoasieT
npeAoTBPaTUTL POXAeHWe HONbHbIX AeTen ¢
TSXKEe/IbIMW HaC/1e4,CTBEHHbIMKN HonesHAMY,
TaKMMU, Kak MMOAUCTPODUS

[l1oLleHHa, MyKOBUCLMAO03, MUOTOHNYeCKas
AncTpodus, 1 NO3BONSET CEMbE, UMEIOLLEN
6onbHOro pebeHka ¢ Hac/1le4,CTBEHHbIM
3aboneBaHvem, poanTb 340poBOro pebeHka.
o cyTu npeHaTanbHas ANarHOCTUKa
IBNSIeTCA e4MHCTBEHHbIM 3P PEKTUBHbIM
CpeACcTBOM MPOPUNAKTUKM AN MHOTUX
Hac/ieACTBEHHbIX bone3Hen.




C nomouwbto metogoB JAHK-anarHoctukm
MOXHO TaKXe onpeAennTb HOCUTENbCTBO
MOBPEXAEHHOr0 reHa A5 XXEeHLMH B C/ly4vae
X-cuenneHHbix 3abonesaHum (MmoancTpodus
AoweHHa, remodunana An B u gp.).
XeHLWWHa-HOCMTeNbHULA, Kak MPaBUIO,
IBNSIETCA KJIMHNYECKM 3,0POBOM, O HAKO ee
CbIHOBbSI C BEPOSATHOCTbLIO 0,5 6yayT 60/bHbI.
ANS XeHWMH-HOCUTeNbHUL, HeobxoanMOo
peKkoMeHA0BaTb NPeHaTasIbHYIO AMAarHOCTUKY,
B TO BPeMS KaK XeHLLNHbl-HEHOCUTEIbHULbl
He HYX/AaloTCS B Aa/IbHENLEM FreHeTUYEeCKOM
KOHCY/IbTUPOBaHUMU.




MNpeametom AHK-gmarHoctnkm moxeTt 6bITb Kak
nccaeA0BaHME reHa C Lesbto BbiIBJEHUSA MyTaL MM
(npsmou noaxoa AHK-amnarHoCcTmkm), Tak n aHaAu3
cerperauum 3aboseBaHnsA B onpeseneHHOM cemMbe C
nonmmopdHbeimu yyactkamm HK (MapkepHbiMun
JIOKyCaMu), TeCHO CLUernIeHHbIMUY C MOBPEeXAEeHHbIM
reHoM {kocBeHHbIV noaxoa AHK-anarHoctuknm). Mpsamasn
n kocseHHasa AAHK-amnarHocTnka ocHoBaHa Ha MeToAax,
MO3BONAOWMUX UAEHTUPULNPOBATL HEOOIbLLOW, HO
cTporo onpeaeneHHbi pparmeHT AHK yenoseka.
O6bI4HO A5 3TOro cnoab3yT 610T-rMbpram3saymio
nmbo amnandukaLunio C NocaeAyoWwmMM aHAIN30M
nosyyeHHbix obpasuos AHK npy nomouwm
nekTpodopesa B arapo3HOM UM NONNAKPUIAMUAHOM
rensix Uau pagunoaBsTorpadum.




C nomMoLLbO NPAMBIX METOAOB BbISIB/IAKOTCA HAPYLUEHWSA B NEPBUYHOM HYKJIEOTUAHOM
nocnegosatenbHocTu AHK (MyTauum n nx tunel). lNpamMble MeTOAbI OT/INYAKOTCA
TOYHOCTbIO, AOCTUraOWeN NoYTh 100 %. O4HaAKO Ha NPaKTMKe YKa3aHHbIE METOAbI
MOrYT NPUMEHATLCA MPU ONpeaeeHHbIX YCA0BUSAX:

1) N3BECTHOW LLUTOreHETUYECKOW IOKA/IM3aL MM reHa, OTBETCTBEHHOIO 3a pa3BuUTUE
HacneACTBEHHOro 3abosieBaHus,

2) A0N1XKeH OblTb KIOHMPOBAHHbLIM reH 3abos1eBaHNSA U U3BECTHA ero HyK/1leoTUAHas

nocsnegoBate/ibHOCTb.




Lienbto NpsAMON AMArHOCTUKMU ABASIETCS
NAEHTUPUKALMA MYTAHTHbIX ansienen (HapyLeHus B
NepPBUYHOM HYKNEOTUAHOM NOCNEA0BATE/IbHOCTU
AHK, myTaunm n nx tunel). Beicokas TOYHOCTb
mMeToga npsimon AHK-anarHocTrkuy B 60NbLIMHCTBE
cnyyaeB He Tpebyet [HK-aHanmn3a Bcex 41eHOB
CeMbM, TaK KaK BbliBeHMe MyTaLnmn B
COOTBETCTBYIOLEM reHe No3BOJIIET NOYTH CO 100-
MPOLEHTHOM TOYHOCTbIO MOATBEPAUTL AMArHO3 U
onpeAennTb reHOTUM BCEX Y/IEHOB CeMbM HONBHOMO
pebeHKa, BKAKOYAs FeTEPO3UTOTHbIX HOCUTENEMN.




HeaoctaTtkom meToga npsaMoin
AHK-anarHoctukm asnsaeTcs
HeobxoAMMOCTb 3HAHUA TOYHOM
NOKANM3aL MM reHa U CnekTpa ero
MyTaumn.

MeTtoapbl npsamon A HK-
ANArHOCTUKM NOKa3aHbl 415 TakmX
3aboeBaHNN, KaKk PEeHUIKETOHYpPUSA
(MyTauma R4o08W), mykoBucumaos -
(Hanbonee yacTas myTaumusa
delF508), xopes leHTUHrTOHA
(3KCMaHCUA TPUHYKIEOTUAHBIX
nosTopoB-CTG-NoBTOPbLI) U A4P.



OpHaKo K HacTosiLeMy BpeMeHM reHbl MHOTMX
3a60/1€BaHNM He KAPTUPOBAHbI, HEM3BECTHA NX
3K30HHO-UHTPOHHAA OpraHn3aLns, U MHormne
HacneACTBeHHble H0Ne3HM OT/INYAIOTCS BbIPaXXEHHOM
reHeTUYeCKOW reTepOoreHHOCTbIO, YTO He NMO3BOASIET B
NOJIHOW Mepe NCNOoAb30BaTb NpsiMmble MeToabl AHK-
AMNArHoCcTUKn. NMo3ToMy MHPOPMATUBHOCTbL METOAA
npamoun AHK-anarHocTmkum wnpoko BapbupyerT. Tak,
NpwY AMarHoCcTuKe xopeu eHTUHITOHa, aXOHAPONAA3NM
OHa cocTaBAasieT 100 %, Npu peHNAKETOHYpPUMY,
MYKOBOCULMAO3E, aJpeHOreHnTaIbHOM CUHAPOME - OT
70 20 80 %, a npu 6on1e3HN BunbcoHa-KoHoBa0Ba U
muonatum [oweHHa/bekepa — 45-60 %. B cBSI3M € 5TUM
MCNO/Ib3YIOTCA KOCBEHHbIE METOAbl MOIEeKY/IAPHO-
reHeTUYeCKOW ANArHOCTUKM HaC/1e S, CTBEHHbIX
bonesHen.




KocBeHHble meToabl AHK-anarHocTnkm
OCHOBAHbI Ha aHa/In3e CUenaeHus C
nccieayembiM reHoOM onpeaeneHHoro
noammop@Horo sokyca (Mapkepa), C
MOMOLLbIO KOTOPOIr0 MOXHO MPOM3BOAUTL
MapKMUPOBKY KakK MYTaHTHbIX, TaK U
HOPMaJ/IbHbIX afle1en 1 NPOAHAIN3MPOBATb
X nepesavy B NOKOJEHUSIX, T.e. cpeam
POACTBEHHUKOB 0bcneayemMoro avua. 3To
0COHEHHO BaXXHO Mpu peLleHnm BONpoca O
npeHaTa/bHOM (A0POAOBON) AMArHOCTUKE
HacneACTBEHHOro 3abosieBaHuA.

[1pn Ncnonb30BaHNM KOCBEHHbBIX METO/A0B
AHK-avarHoctnku cneayet nOMHUTL — Yem
TeCHee Cuen/ieHre Mexay MapKepHbIM
JIOKYCOM U MYT@HTHbIM FEHOM, TEM TOYHeEe
AnarHos. Ytobbl cBECTU A0 MUHUMYMA OLLIMOKY
ANArHOCTUKU, HEOBXOAMMO MO BO3MOXHOCTU
MCMO/1b30BaTb BHYTPUIE€HHbIE MAapKepbl NN




Taknm obpasom, kocseHHasa AHK-amnarHoctmnka nposoanTcs
B C/IeAYIOLLMX C/TyYanX:

1) KOrga reH He naeHTUOULNPOBAH, a NLb KAPTUPOBAH
Ha onpezesieHHON XPOMOCOME,

2) 2)Kkoraa metogbl npamoun AHK-anarHocTmkm He gatoT
pe3yabTaTa (Hanpumep, B cuay 6onbLwomn
MPOTAXEHHOCTU reHa Un LUIMPOKOM CNeKTpe
MYTaLMOHHbIX M3MEHEHUN,

3) 3) NpY CNOXHOW 3K30HHO-UHTPOHHOM OpraHM3aLmm
reHa.




KocseHHble meToabl AHK-anarHocTmkm
MOrYT MCMO/Ib30BaTbCSA B NPeHaTa/IHbOM
ANArHOCTUKE NpaKTUYeCcku AN5 BCex
MOHOreHHbIX 3aboneBaHmn. OgHaKO ANS
3TOro Heo6xo04MMO MMETb 3HaHMSA O TOM,
YTO JIOKYC ABISIeTCA
BbICOKOMO/IMMOP®HbBIM N HAXOAUTCS
B6/M3M OT MYTAHTHOIO reHa NN BHYTpU
Hero. [1o3ToMy ANA AMArHOCTUKMU
TpebyeTcsa obcnesoBaHMe Kak MOXHO
6osbLiero yMcaa poACTBEHHUKOB (B
NepBylO O4epesAb poanTeNn—aeTn),
4TOObI MPOCNEANTL NYThb NEepeAaym
MapKepoB NOTOMCTBY. JTO NOBbILIAET
MHPOPMATMBHOCTb BbIDPaHHOIO
Mapkepa.




[TpsMbie MeTO/IbI

KocBeHHBIC METOJIBI

NnpeHMynecrsa

HEeTOCTATKH

NPpeHMYIecTBa

HEeIOCTATKH

BoaMoxunt 1ipu
COMITHTCIBIIOM
JHATTHOSC

Tpebyior snarus
reHa

He 1pebyior 3na-
HHSA I'ella H My'Ta-
(MM B HEM

Tpebyior adbea-
JHOTHOH YBEpel-
HOCTH B JIHATHOIC

BoaMoxint 1pH
MVIETHIIOKYCHOM
3a00/eBallMK

He Beceria
HEhOpPMATHBIIDL

Uirhopmarusin
I BCCX CeMCH

[[pusernmn
TOJIBKO MM
MOHOJOKYCHBIX
3a00/eBaATIHH

Boamoxia Hec-
IIpODAH THAS THA-
I'HOCTHKA

OQbs3aTe e
CeMEHHLI aHa-
JIH3




