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[{enbt0 MHCTPYKIIUU SIBISICTCSI TPUMEHEHUE METO/1a AOTIOJHUTEIIbHON JUArHOCTUKHU
paccesiuHoro ckieposa (manee — PC) Ha ocHOBe pa3pabOTAHHOTO TEXHOJIOTHYECKOTO
mpolecca aHajgu3za mnoJuMopdu3Ma TeHOB, OTBEYAIONIMX 33 CHHTE3 0-CyObeIUHUIL
peuentopoB k uHTepieikuHam 2 u 7 (IL2RA u IL7RA), urparmomnmx oJiHy U3 KIHOUYEBBIX
poiieli B pOopMUpOBaHUU U JalibHEWIIEeM (DYHKIITMOHMPOBAHUM MMMYHHOT'O OTBETA, B T. Y.
Ha COOCTBEHHbIC AaHTUIEHBL. METOJ0JIOTUYECKHE TPUHLUIBI BBISIBICHUS MapKEepOB
B reHax IL2RA u IL7RA ocHOBaHbI Ha ONIPEAEICHUN TOYECUHBIX MyTanuii Metoaom I111P-
[MTIP® (monmumepasHas LemHas peakmus ISl OMpPEIEeNICHUs MOJMMOp(hU3Ma JTHHHBIX
PECTPHUKIIMOHHBIX (parMeHToB). [Ipemaraempiii METO MO3BOJISICT OOHAPYKUTHh MyTaIluU
G7261A (rs12722489, NCBI), C22585T (rs6897932, NCBI) u A10228G (rs2104286,
NCBI) B ammumdunupoBansubix pparmentax renoB IL2RA, IL7RA npu ucnonp3oBaHun
pectpuktas Mbol u Ndel. B kadecTBe MaTepuana i uccieaoBaHui uemonb3oBana JJHK,
BBIJICJICHHAs] U3 LIEJIbHOW KPOBU TMAalMEHTOB. JlaHHAs TEXHOJOTUS MpeJAHa3HAaueHa s
ONPENIEIICHUS] HACIIEICTBEHHON MPEapacnooKeHHOCTH nanueHToB Kk PC. MonekynsipHo-
TeHEeTHYECKOe TUIMpoBaHue noaumopdusma rera IL2RA (myranuun Al10228G, G7261A)
u reda IL7RA (myramms C22585T) sBiseTcss IONMOJHUTEIBHBIM KPUTEPUEM IS
noctaHoBku  auarHoza PC.  Texsornoruss  pa3paboTaHa i WCIIOJIb30BaHUS
B CHEIUATU3UPOBAHHBIX JTAOOPATOPHUSIX OOJACTHBIX M PECIyOJMKAHCKUX OpTaHMU3aIUsAX
31paBOOXPaHEHUS.

INEPEYEHb HEOBXOJIUMOI'O OBOPYJIOBAHUSI, PEAKTUBOB,
CPEJCTB, U3IEJIUI MEJIUIIMHCKOH TEXHUKH

JlabopatopHoe o0OOpynOBaHWE, NPUMEHSIEMOE IS aHaIu3a MOJIUMOP(HBIX
MapKepOB Pa3IUYHBIX T'€HOB, JOHKHO IMO3BOJIATH MPOBOAUTH BCE HEOOXOIUMBIC ATaIlbI
paboThl C J1€30KCUPHOOHYKICHHOBBIMM KHCJIOTAMH: BBIJCICHUE W3 OHOJIOTHYECKOTO
Marepuana, aMIUTMPUKAIUIO W PECTPUKIHMIO C JCTEKIUEH IMPOMYKTOB METOJIOM TIellb-
anekTpodopesa.

B Tabmune 1 mnpuBemeH onTUManbHBIM BapuaHT Habopa o00O0pyIOBaHUS IS
opraHuzanuu padboT, CBSI3aHHBIX C aHATU30M MOJUMOP(PHBIX MAPKEPOB PA3INYHBIX TE€HOB
merogom  [IHP-IIJIP® wu npumensembix B jguarHoctuke PC u  npyrux
JIEMUETUHUZUPYIOMINX 3a001eBaHUH.

Tabmuna 1. — OnTumanbHBI Ha00p 000pYIOBaHUS TPU MPOBEACHUH HCCIICIOBAHUN
metoaom [THP-IT/[PD

HaumeHnoBaHue 000py10BaHNs 1 OCHOBHbIE XapPAKTEPUCTUKH | KomuecrBo

IIpobonoocomoska

Bricokockopoctras neatpudyra (ue meree 10 000xg) ¢ poTopom st 1
npobupok tuna «Eppendorf)» o6bemom 1,5 M
TepmocTat uian TBEpIOTENbHBINA TEPMOOIOK (7151 IPOOUPOK THUIIA
«Eppendorf» odbemomMm 1,5 mit) ¢ nuamazoHom pabouux Temmeparyp 25— 1
65°C
MuxkpoueHTpuQyra-BopTeKc 1
Kommnekr munerounsix gozaropos (0,5-10; 5-50; 20—-200; 100—-1000 mk) 1
Hacoc ¢ k0100ii-10ByHIKOIM 1




ITIIP-60kc ¢ Y ®-penupKyasaTopoM BO3ayxa

XOJOIWIBHUK C JAUana3oHoM pabounx Temmeparyp 2—4°C ¢ MOPO3UIIbHOM
kamepotii (-18°C)

lIposeoenue I11]P

AmrmumndukaTop (TepMOIMKIIep), npeaHa3HaueHHbIN ajis [11[P

[TIP-60kc ¢ Y D-penmpKyIsITOpOM BO3TyXa

MuxkpoueHTpudyra-BopTeKc

KommutekT munetounsix go3zaropos (0,5-10; 5-50 (2 mr.); 20-200; 100-
1000 Mx)

TBepaoTeIbHBIN TEPMOCTAT C Mana3oHoM pabounx temmnepatyp ot 0—4°C

XOJOIWIBHUK C JAUana3oHoM padounx Temreparyp 2—4°C ¢ MOPO3HUIbHOM
kamepoii (-18°C)

I

IIposedenue pecmpurxyuu

[TI[P-60kc ¢ Y O-penupKyasiTOpOM BO3yXa

MuKkponueHTpu(yra-BopTeKc

Kommmekt mumerounsix go3atopos (0,5-10; 5-50; 20—200 mki)

Tepmocrar uiau TBEPAOTEIBHBIM TEPMOOJIOK (11 TMPOOUPOK 00BEMOM
0,2 M) ¢ quanazoHoM pabouux Temmeparyp 25—65°C

PR

XOJOIWIBHUK C AMana3oHoM padounx Temreparyp 2—4°C ¢ MOPO3HUIbHOM
kamepoii (-18°C)

Ananuz pe3yrbmamoe pecmpuxkyuu Memooom 31eKmpogopesa

Cucrema 171t TOPU30HTAIBHOTO Teb-3JIeKTpodope3a ¢ HabopoM MoyJien
(BKJTFOUAsI HCTOYHHMK MTUTAHUS) M aKCECCYyapOB

MUKpOBOJIHOBasA MEYb WIW DJICKTPUYECKAs IUIMTKA JJI MPUTOTOBIICHHS
arapo3HbIX rejen

Becsl 1abopatopubie (auana3zon B3BemmBanus 0,1-500 1)

Kowmmekt mumerounsix gozatopos (0,5-10; 5-50; 20—-200 mki)

Y O-TpaHCUITIOMUHATOP

Buneocucrema it peructpanuu rejied B KOMIUIEKTE ¢ KOMIIBIOTEPOM
Y IPUHTEPOM

XO0JOAWIBHUK ¢ Jrana3oHoM padbouux Temmepatyp 2—4°C

S I




Kpowme Toro, npu uccnenopanusx meroaoM [IIP-IT/IP® neobxonumsl crenyrommue
pacxoJHble MaTEpHANIbl. XaJlaTbl, PE3WHOBBIE II€pYATKW, HAKOHEYHHMKH IS TIHUIIETOK
¢ punpTpom mo 10; 20; 200; 1000 Mk, HakOHEYHUKH Oe3 GuiIbTpa, PUILTPOBATHHAS
Oymara, MUKpoLeHTpudykHble TpoOupku Ha 1,5 mi, [II[P-npoOupku cooTBeTCTBYIONINE
TUIIy MCHOJb3yeEMOro amiuindukaropa (TepMOLMKIEpa), IWITATUBBL JJs MPOOUPOK,
CTEKJISIHHAsl XUMUYECKas I0Cy1a U Jp.

B Ttabmuue 2 npuBenEeH CIUCOK OCHOBHBIX PEAareHTOB M T'OTOBBIX KOMMEPYECKUX
HAOOPOB ISl TIPOBEJICHUS aHAM3a MOJUMOP(HBIX MAapPKEPOB PA3IUYHBIX TE€HOB METOI0M
[IP-ITAP®. KayecTBO HCHOJIB3yEMBIX PEareHTOB, BKIIIOYAsl BOLY U COJIEBBIE PACTBOPBIL,
JOJKHO COOTBETCTBOBATh TEXHUYECKUM TPEOOBAHUSAM, MPEIBSABISEMBIM K peareHTam JUis
IIPOBEJCHUS MOJIEKYJISIPHO-TEHETUYECKUX UCCIIENOBaHUM.

Tabmuna 2. — CHOHCOK OCHOBHBIX PEAareéHTOB, HEOOXOAMMBIX ISl TIPOBEJCHUS aHaIN3a

MOJIMMOP(HBIX MAPKEPOB

Ha3Banue peareara

IIpumenenue

Arapo3sa

anekTpodopeTnyeckas JeTEeKIUs

ArteTaT aMMOHUSA

BolicsieHue JIHK

bopHas kucmora

anekTpodopeTnyeckas JeTEeKIUs

BpOMI/III HNCTHJIITPUMCTHUIIAMMOHMA

BoIIcIeHue JIHK

bpomun >Tuans

okpacka JIHK

bpomMdenonoBsif cuHMi

anekTpodopeTnyecKas ACTECKIIUS

Bopa nemonnsupoBanHas

HIMPOKUI CIIEKTP NPUMEHEHHUS

I'muuepun

HIMPOKUI CIIEKTP NPUMEHEHHUS

TepmocrabunsHas JIHK-monumepasa

nposenenue [11[P

N3omponanon

BoIfeneHue JJHK

Jlaypuncynbdart HaTpus

BoIfeneHue JJHK

Mapxkep MOJIEKYJISIPHOM MacChl

NIEKTpOodOpeTHIEeCKuil MapKep

dHTO (ATO, I'TO, [ITD, TTD) nposenenue [11P
[Tpaitmepsbl nposenenue [11{P
ConsiHas Kuciora IIMPOKUH CIIEKTP MPUMEHCHUS
Tpuc IIUPOKUM CIIEKTP MPUMEHECHUS

YKCyCHas KUCI0Ta

IIUPOKUM CIIEKTP MPUMEHECHUS

XJ0opua Kanus

nposeaeHue [P

XJI0puJ Maruus

nposenenue [11P

XJI0pUJ HATPUS

BoleieHue JIHK

Xnopodopm

BoIieieHe JIHK

HTA

IIUPOKUH CIIEKTP MPUMEHECHUS

OTHUIIOBBIN CIIUPT

ocaxaenue JIHK

Pectpukrasel (3umonykneass) Mbol u Ndel

MIPOBEJICHNE PECTPUKIIMOHHOTO aHAI13a




IHOKA3AHUSA K MIPUMEHEHHWIO

1. 'eneTnyeckuii CKPUHUHT HACJIEACTBEHHOM MPEIpacOIOKEHHOCTH K Pa3BUTHUIO
PC y nuip ¢ OTATOLIEHHBIM CEMEWHBIM AHAMHE30M II0 JAHHOW HO30JIOTMM U APYTrUM
JTEMUETUHU3UPYIOMINM 3a00JIEBaHUSIM IIEHTPAIbHON HEPBHOW CUCTEMBI.

2. JIOOTHUTENbHBIA 1a00paTOPHBIM KpUTEpUH i MOCTaHOBKH JuarHo3a PC
B CJIO’KHBIX KIIMHUYECKHUX CITy4dasiX.

TexHonorus, M3J0KEHHAas B HACTOSIIECH WHCTPYKUWHU, SIBISETCS ONTUMAaJIbHBIM
71a060paTOPHBIM METOAOM, MTO3BOJIAIOIINM BBISBIATH oauMop¢usm reHa IL2RA (myranuu
A10228G, G7261A) u rena IL7RA (myramus C22585T), uto sBisseTcss HEOOXOUMBIM
TUTSI UACHTH(UKAIIAY JIUI] C BEICOKUM MPOTHO30M pa3ButTus PC u MoxkeT ObITh TpUMEHEHA
B CIICIMATTU3UPOBAHHBIX TA0OOPATOPHUAX MEIUIIMHCKUX U HAYYHBIX YUPEIKICHUSIX.

IMPOTUBOIIOKA3AHMUSI JIJISI IPUMEHEHUSA
OTCyTCTBYIOT.

OIMUCAHMUE TEXHOJIOI'MA UCITOJIB30BAHUSA METOJA

1. MarepuaJj s uccjie0BAHUSA

Matepuanom s Beinenenust JTHK c¢ nensto ompeneneHus noauMmopgusMa reHa
IL2RA (myrtammu A10228G, G7261A) u rena IL7RA (myramus C22585T) sBisercs
LeIbHAsl BEHO3Has KpPOBb, B3ATas yTPOM Yy MalMEHTOB HaToumiak. KpoBb 171 aHanmu3za
o0beMoM okoso 1000 Mk mnomemaercs B UEHTpUPYXHYIO mpodupky 1,5 wmu,
cogepxkamtyto 100 mxn 0,25M DJITA s mpemoTBpalleHusi CBEPTHIBAHUS. XpaHEHHE
00pa3IioB KpOBU MPOU3BOAUTCS B XOJIOAUIbHOU Kamepe nipu 2—4°C 1o 24 4.

2. Boineaenue JIHK

Jnsa nomydenus npenapatoB JJHK MOXHO MCHOJIB30BaTh TOTOBBIE KOMMEPYECKHE
HAOOPBI, B AIbTEPHATUBHOM CJydae MpejIaraeTcsi MPOTOKOJI BBIJCICHUS, OCHOBAHHBIN Ha
M30IPONAHOJIBHOM OCaKICHUHU.

B omHopazoBbie mpoOupku Tuma «Eppendorfy ob6memom 1,5 mi BHOCHTCS MO
400 Mk akctparupytromero Oydepa (t=65°C) cnenmyromero cocraBa: 2 %-ii pacTBop
opomuaa netmirpuMmeruaammonusi, 0,1 M pactBop tpuc, 1,4 M pacTBop Xjopuaa HaTpus,
20 MM pactBop DATA (pH Oydepa nosectu HCI mo 3mauenus 8,0), mpomapKupoBaTh
npoOupku. 3aTeM B Kaxkayio mpooupky BHecTH 1o 100 MK KpOBH, 3aKpBITh KPBIIIKH,
nepeMeraTh COACPKUMOE Ha BOpPTEKCE, MOMECTUTh B TEPMOCTaT M HMHKYOUpOBAThH
B Teuenure 30 muH npu 65°C. 3aTemM nmpoOUPKHU OXJIAAUTH JO KOMHATHOM TeMIIepaTyphl,
n06aBuTh kK obpasnam 1o 500 Mk xjgopodopMa U TIIATEIBHO MEepeMEeIIaTh COACPKUMOE
Ha BopTekce B TeueHue 20 muH. Jlanee nentpudyruposars npu 13000 06./mMun (t = 18-
20°C) B Teuenue 10 muH. Ilocime storo HeoOxoaumMo mnumneTkoi oTobpath 300 MK
CylepHaTaHTa, MEpPeHecTd B Jpyryto mpodupky tuma «Eppendorfy odwemom 1,5 wu,
n00aBuUTh 210 MKJT 0XJIaXKIEHHOTO U30IPOIAaHOoa, EPEMEIATh COAEPKUMOE Ha BOPTEKCE
M WHKyOMpOBaTh TIpM KOMHATHOW Temrepatype B Teuenne 20 w™wuH. 3artem
nentpudyruposats npu 13000 06./mMun (t = 18-20°C) B Teuenue 15 mun. [TomyueHHbIH
ocanok /IHK mpomeiTe nBykpatHo 1 Ma 70° 3TaHONa, OXJIAXAEHHOTO 10 TEMIEPATYpPhI
10°C. [Ilocne mpoMBIBaHUS  COJEPKUMOE MPOOUPKH  LEHTPUPYTHPOBATH  MpU
15000 06./mMun (t = 4°C) B Teuenue 10 muH. [locrme mMpOMBIBKM 3TaHOJIOM OTKPBITHIE
OpoOMpPKH Pa3MECTHTh B TBEPAOTEIBHOM TepMocTare mpu Temmeparype 45°C



u npocymnth ocagok JIHK B teuenne 30—40 MuH A0 MOJHOrO HCHAPEHHs 3TaHOINA.
BricymeHHbIl 0calok pacTBOpUTh B S0 MKII TenHU3UpoBaHHOM BoAsl nipu 40°C B TeueHue
30 muH. PactBopennyto JJHK xpanuts npu t = 4°C a5 mocieyroniero aHaansa.

3. lIpoBenenune ILP

Jlns TIHP ucnonb3yrores nBa cnenuduaeckux mpaimMepa: npsmoit (1) u oOpaTHbIi
(2). Ctpykrypa npaiiMepoB, HCIOJIb3yeMbIX s Aetekiuuu mytanuii A10228G, G7261A
reHa IL2RA u myranuu C22585T rena IL7RA, npeacrasiena B Tabnuie 3.

Tabmuua 3. — CrpykTypa mpaiMepoB, HMCIOIb3YEMbIX IS JETEKIIMH MYTAIldil T€HOB
IL2RA u IL7RA
Pazmep
Anammupyemasi| Ha3zpanue
N HyxkiieoTuiHas mociea0BaTebHOCTb aMIUTH(QUIIPYEMOTO
MyTat fparmepa yJacTtka (B I.H.)
A10228G A10228G 1 | ACCACCTGCTGCCCCTGTGT 363
A10228G 2 | TGGCAGCCAGCATGACCCAC
G7261A G7261A1 | CATGCTCTGCCTCTGGAAGACACA 100
G7261A2 | CCCCTGCTCCCTCCAAGACCA
C29585T C22585T 1 | GATGGATCCTATCTTACTGA 129
C22585T 2 | CCCACACAATCACCCTCTTT

CocTaB KOMIOHEHTOB PEAKIIMOHHOW CMECH JJIsl BBISIBJICHUS MCCIIETYEMBIX YYaCTKOB
reHoB IL2RA u IL7RA npencrasnen B Tabmutie 4.

Tabnuua 4. — CocTaB KOMIIOHEHTOB PEAKIIMOHHOM CMECH JIJIsl BBISIBJICHUSI UCCIIEyEMBIX
yuyacTkoB reHoB [L2RA u IL7RA
O6bem
Ha3zBaHne KOMIIOHEHTOB cMecH
KOMIIOHEHTOB, MKJI
Boja nevonnsupoBaHHas 18,8
10xITLP-6ydep (100 MM pactBop Tpuc-HCI, pH 9,0, 500 MM 25
pacTBOp xJIopuaa Kanus, 25 MM pacTBOp XJIOpUAa MarHus) ’
Cwmech mnykneotuarpudocdaron (THTD, 10 MM pacTBOp Kaxka0r0) 0,5
PactBop mpaiimepa (1) (10 MM) 1,0
PactBop mpaiimepa (2) (10 MM) 1,0
JIHK-nonmumepasa (5 en/mkin) 0,2
O6pazen JIHK (20 ar/mxon) 1,0
OO6muit 00beM peaKIMOHHON CMECH 25,0

Jlns TILIP Gonee 1 oOpasma roTOBHTCS OOIIMIT PacTBOP, B KOTOPBIM BXOMIST BCE
KOMITIOHEHTHI cMmecu (kpome oOpasina JIHK) B koiudecTBe, COOTBETCTBYIOIEM YHUCITY
oOpasuoB. OOpaszern; BHOCUTCS WHIMBUIYAIbHO B KXyl NPOOHMPKY, COJEPKAILYIO
ANMKBOTUPOBaHHBINA Ha 1 0Opazel; o0l pacTBOp.

[Iporpammel ammiudukanuu uccieayembix ydactkoB reHoB IL2RA u IL7RA
npeAcTaBieHbl B Tadaunax 5—/ (aist Taq JHK-nmonmumepassr).



B pesynbrare ammndukanuu nonydarorcs pparmentsl JJHK nccnenyeMbIx reHoB,
KOTOpbIE B JalIbHEWINIEM MCIOJB3YIOTCS Mg pecTpukiuu. Myrtamuu B renax IL2RA
u IL7RA ompenensior npu nomoriu pecrpukras Mbol (G7261A u C22585T) u Ndel
(A10228G). Jlns npoBenenus pectpukiuu B [TI[P-mipooupku o6bemom 0,2 MJI BHECTH 110
6 mxa [MIIP-npogykra m unkyOupoBaTh B Tepmocrtare npu 37°C B Teuenue 16 u ¢ 1
enunuIei pectpukrazsl Mbol s unentndukanmun myrtamuit G7261A u C22585T u npu

37°C B teuenne 16 u ¢ 1 egmnamuedt pectpukrassl Ndel mis oOHapyxeHus MyTanuu
A10228G.

Ta6muna 5. — Iporpamma ammmudukanun yuactka resa |L2RA, coneprkaiiero MyTtaiuro

A10228G

o KomunuectBo
No Oran Temnepatypa, °C | [Tpog0KUTENBHOCTD S ——
1 | lenarypauus 95 3 MHH 1
[enarypanus 95 25¢
2 | Omxur 68 20 ¢ 30
DoHTaIUI 72 25¢
3 | Oxitaxxaenue 4 3 MuH 1
Tabmuma 610 — Ilporpamma ammmdukanun ydactka reHa IL2RA, comepskamiero
myTtanuo G7261A
o KonuuectBo
No Oran Temmeparypa, °C | [IpoaomKUTENBHOCTD HKITOB
1 | lenarypanus 95 3 MUH 1
Jenarypanus 95 15¢
2 | Orxur 67 15¢ 30
DoHTanus 72 15¢
3 | Oxmaxxaenue 4 3 MuH 1

Tabmuua 7. — Iporpamma amrmummdukanuu yaactka reHa [IL7RA, cogeprkariero MyTaruto

C22585T
o KonnuectBo

No Otan Temneparypa, °C | IIpoaonKuTeIbHOCTS -

1 | enatypauus 95 3 MUH 1
Jlenarypanus 95 25¢

2 | OTxur 57 20 ¢ 30
DJoHTaUs 72 25¢

3 | Oxnaxaenue 4 3 MUH 1

JInst neTekuuu mpoayKTOB PECTPUKLIMU UCIOJIB3YIOT METO AeKkTpodopesa. Meton
anekTpodopeTnyeckoro (ppakiuoHupoBaHus B arapo3HoMm reie ¢parmentoB JIHK
OCHOBAaH Ha TOM, YTO CMECh MX MAaKpPOMOJEKYJ MOJ JEHCTBUEM DJIEKTPUYECKOTO IO
JEeNUTCs Ha psal Gpakuuid B 3aBUCUMOCTH OT pa3Mepa (¢parmenTta. /s arapo3HbIx renei
B OCHOBHOM MPHUMEHSIIOTCS TOpPU3OHTaJIbHbIE Kamepbl. OIHOPOJHBIE MO pazMepy



¢parmentsl JIHK mpencraBnsitor co0oit Ha siexTpodoperpamMme eauHyr (ppakuuio.
[TpoaykThl pecTpuKIUU aHaIU3upyoT B 2,5 % arapo3HoM rene. JJis MPUTOTOBICHUS
2,2 % arapo3Horo rens 2,5 T arapo3bl Heooxoaumo pactBopuTh B 100 M 1xTpuc-2/ITA-
bopathoro (TBE) Oydepa mnyrem HarpeBanus cmecu. CocraB 1xTBE-Gydepa
npejacTaBiieH B Tabnuiie 8.

Tabauia 8. — Cocras 1 xTBE 0ydepa (pH = 8,3)

HanMmeHnoBaHue KOMIIOHEHTA KonngectBo
Tpuc 12,1r
bopnas kucnora 5Ir
OJITA 0,37
JluctunmmpoBaHHas BOJia 1000 M

3aTreM Trops4YMid pacTBOpP 3aJUTh B CHEHHAIBHYIO KIOBETY B 00BEME,
PEKOMEHIOBAaHHOM (PUPMOI-U3rOTOBUTEIEM KaMepbl. BCTaBUTH M1acCTMACCOBBIE TPEOCHKHU
st (OPMHUPOBAHUS JIYHOK B Telle, MOCJe MOJIMMEpPU3AlMU Tellb TOMECTHTh B KaMmepy.
Jlanee oTceku Kamepbl HAMOJHUTH 3JIEKTPOodOopeTHUecKuM Oypepom, Tak, YTOOBI CIIOM
Oydepa Hanm renem coctaBuwil 5—7 MM. B nyHKHM Tens ¢ MOMOIIBIO MUIETKH BHECTU
o0Opasiel (5 MKIT), cMelIaHHble ¢ 2 MK Oydepa ast 3arpy3ku (50 % IucTriiMpoBaHHOM
Boabl, 50 % mmnepuna, 0,25 % OpomdeHomoBoro cuuero). IIpucyTcTBHE KpacHTes,
Hanpumep, OpoM(EHOIOBOrO CHHETO, o00JierdaeT BHECEHUE B JIYyHKH 00pa3lioB
Y TI03BOJIsIET HAOJI0aTh 3a nepemelieHueM (pparMeHToB B rejie. Kamepy mioTHO 3aKphITh,
MOACOEANHUTh JJIEKTPOJbl W MOAKIIOYUTh K YHUBEPCAJbHOMY HMCTOYHUKY HHUTAHUA.
[lapamepsl TOKa MOKHBI COOTBETCTBOBAThH PEKOMEHIAIMAM (UPMBI-U3TOTOBUTEIS,
IPEJICTABICHHBIM B MHCTPYKIUH, IPUJIaraeMoi K 31eKTpodopeTHIecKoi KaMmepe.

[Tocne snexTpodopernyeckoro GpakMOHUPOBAHMS T'€llb IOMECTUTh B KIOBETY, T€
NIPOU3BECTH OKpalllMBaHWE B pacTBope Opomucroro stumus (1 Mr/im) ¢ mociemyromeit
BHU3yaln3alei noj yapTpaduoneToBbIM CBETOM. JJi BU3yallu3aliui UCIOJIb3YIOT JII00YIO
CTaHAAPTHYIO BUIEOCUCTEMY (TPaHCHUIIOMHUHATOP € BuAeocucTemoit). g mepeHoca
M300paKeHHs] Ha KOMIBIOTEP HCHOJB3YETCA MPOrpaMMHOE OOecredeHHe, MO3BOJISIOIIEe
(uKCUpPOBATH MOJTyYEHHbIE U300paxeHus renei. OLeHKa pa3MepoB aMIUTU(PUKALMOHHBIX
¢parmentoB JIHK # 1OpoaykTOB HX PECTPUKIUU MPOBOJUTCA IYTEM CpaBHEHUS
ANEKTPOPOPETUUECKON MOJIBUIKHOCTH STUX YYACTKOB C TMOJBHIKHOCTBIO MapKEpHBIX
¢dbparmenToB JJTHK.

Buviasnenue moueunoii mymayuu A10228G zena IL2RA

O®parment [IHK rena IL2RA, comepxammuii nukuil amnens (A), pacuierJisiercs
pectpukTazoii Ndel, B To Bpems kak ¢parment JIHK, comepskariuit MyTaHTHBIH aylieib
(G), me pacmemusercs. Ha pucynke 1 mpuBeneHa snektpodoperpamma MPOAYKTOB
pecTpuKIMOHHOTO aHanu3a ¢pparmenta reHa IL2RA (myramus A10228G).
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Pucynok 1. — DaexrpodoperpaMma npoayKToB PeCTPUKIHMOHHOI0 aHAJIN3a ¢parMeHTa
rera IL2RA (myrauus A10228G).

Kak BumHO U3 pucyHka 1, COEKTp TOMO3UTOT MO ajuieNito Jukoro tuma (AA) —
obpasubl NeNe 7, 10, 13 — npencraBnen aBymsi 3oHamu (220 u 143 n.H.), TOMO3UTOTHI-
myTaHThl (GG) umerotr onHy 30HY pasmepoM 363 m.H. (NeNe 3, 5); ocTtasibHbIE 00pa3IBI
ABISIIOTCSL TeTepo3urotamu (AG), UM COOTBETCTBYIOT TpU 30HBI Ha (poperpamme — 363;
220 u 143 n.H.

Buviasnenue moueunoit mymayuu G7261A zena 1L2RA

®parment [IHK rena IL2RA, conepkanuii MyTaHTHBIN amienb (A)-paciieriseTcs
pectpukrazori Mbol, obOpasys mpoaykTel pasmepom 71 m 29 m. H.,, B TO BpeMs Kak
¢parment JITHK, conmepkammii aukwii amnens (G), He pacmiernisiercs. Ha pucynke 2
MpHBeIeHa AIEKTpodoperpaMma NpoAYKTOB PECTPUKIIMOHHOTO aHaIM3a (parMeHTa reHa
IL2RA (mytauust G7261A).

Ha pucynke 2 cnekTp romMo3uroTsl mo amiento aukoro tuna (GG) mpeacraBieH
omHo 3oHOM (100 m.H.) — oOpasupr NeNe 2, 3, 4, 8, 9, 10, 12, 14, 15, 17,
rerepo3urotTHoro opranuszMa (AG) — tpems 3oHamu (100; 71 u 29 n.H.) — oOpa3ibl
NeNe 1, 5, 6, 7, 11, 13, 16; TOMO3UTOTHOTO MO MyTaHTHOMY amiento (AA) — nAByms
3oHamu (71 u 29 m.H.). M — mapkep mosekysspHoro Beca (50 m.H.).
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Pucynok 2. — DiiekTpodoperpamMma npoayKToB peCTPUKIIMOHHOI0 aHAJIn3a parMenTa
rea IL2RA (myranus G7261A)



Buviasnenue moueunon mymayuu C22585T 2ena IL7RA

®parment JHK rena IL7RA, conepxamuit auxkuit amnens (C) paciieruisercs
pectpuktazoii Mbol Ha nBe 30HBI — 125 u 4 m.H., a Pparment JIHK, comepxammii
MyTaHTHBIN amens (T), — va Tpu (111; 14 u 4 n.H.).

CrekTp roMO3UTOoThI MO AJJISNI0 AUKOTO THUIA MpEACTaBiIeH AByMs 30Hamu (125 u
4 .H.) — oOpasmsl NeNe 1, 4, 6, 7, 8; rerepo3uroTHOro OpraHu3Ma 4eThIpbMs 30HaAMU
(125; 111; 14 u 4 m.H.) — o6pa3isl NeNe 2, 3; rOMO3MIOTHOIO [0 MYTAaHTHOMY aJIJICITIO
Tpems 3oHamu (111; 14 u 4 m.H.) — oOpazen Ne 5.

Ha pucynke 3 mpencraBieHa siekTpodoperpaMma MPOIyKTOB PECTPUKIIMOHHOTO
aHanu3a pparmenrta rena IL7RA (myrauus C22585T).
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Pucynok 3. — DuexrpodoperpaMmma npoayKToB peCTPUKLIMOHHOI0 aHAJIN3a ¢pparmMeHra
reHa IL7RA (myramus C22585T)

5. UuTepnperanus pe3yibTaTOB:

® TAIMEHTHI, 00pa3ibl KOTOPHIX UACHTU(PHUIHUPYIOTCS KaK TOMO3UIOThI-MYTaHThI I10
MYTalHsAM A10228G, G7261A, C22585T, AMEIOT HACJIEACTBEHHYO
MPepacloiIokKeHHOCTs K pa3BuTHio PC mo pesynpraram reHotunupoBanus |LZ2RA
u IL7RA;

® MALMEHTHI, 00pa3lbl KOTOPBIX HIAECHTU(MUIHMPYIOTCS KaK TOMO3UTOTHI JIUKOTO
TUna Wik rerepo3uroTsl mo mytamusam Al10228G, G7261A, C22585T, He umeror
HACJIEJCTBEHHOM MPEIpacnoyioKEHHOCTH K pa3BuTuio PC mo pesynpraraM THUIHPOBAHMS
reHoB IL2RA u IL7RA.

NEPEYEHb BO3MOXXHbBIX OCJIO)KHEHHUW WJA OIIWBOK IIPU
BBIITIOJIHEHUU U ITYTU UX YCTPAHEHMUS

[Ipy  WCTHONB30BAaHUM  MOJIEKYJISIPHO-TEHETHYECKHX  METOJOB  HEOOXOIUMO
COOIOIATh MpaBuJia MO UX OPTaHU3AIMK U TpoBeAcHNI0. HecoOmoaenne S3Tux npaBuil —
NPUYMHA JIO)KHOTIOJOKUTENBHBIX W JIOXKHOOTPHUIATENBHBIX pe3ynbTaToB. (OCHOBHBIE
OIMOKH, BO3HUKAIOIIUE B XOJ€ MPOOOIMOJArOTOBKH — HEMpPAaBUJILHBIN 3a00p, JOCTaBKa
U XpaHeHue o0pa3ioB. He pekoMeHyeTcsl B KauecTBe aHTUKOAryJIsiHTa IpH 3a00pe KpOBU
UCIIOJIb30BAaTh TenapuH, T. K. oH unruoupyert I1L[P. Bpems ot momenTa 3abopa npod 10 ux
JOCTaBKH B JJAOOPATOPHIO JOJKHO COCTABIATh HE OoJiee 6 4 Mpu KOMHATHOW TeMIepaType
(18-25°C) u ne 6onee 244 npu Temneparype 2—8°C. XpaHeHue o0pasioB IUIa3Mbl KPOBH



ocymiecTBisit0T npu temneparype 2-8°C ne Oonee 1 cyr; mpu temmeparype -18-60°C
B TeueHue 1 Mec.; mpu temneparype Hiwke -60°C — mnutensHo (10 1 rona).

He pomyckaercst moBTOpHOE 3aMoOpakuBaHKe-OoTTauBaHue mpo0d. TpaHncnopTupoBka
npo0 JO0DKHA OCYIIECTBIATHCS B CHEIUATBHBIX TEPMOKOHTEHWHEpAX C XJIaJIOrCHOM,
TepMOcax ¢ TEPMOIIaKETaMHu.

[Tpu HecoOII0IEHUN TEXHOJIOTUN BBIACICHUS] HYKJIEMHOBBIX KUCJIOT U MPOBEACHUS
[1IIP BO3HHWKAIOT ClEAYIOIIME OIIMOKU: HEMpaBUJIBHBIM BBHIOOp crmocoba BbIJCICHUS
HYKJICEMHOBBIX KHCIOT M, KaK CIIEJCTBHE, HMX HU3KHUM KOJWYECTBEHHBINH BBIXO/I,
3arpsAsHeHne u gerpagauusa  npenapatoB JHK, xonrtamunanusa npoxykramu [ILP
peareHToB, KJIMHHYECKOTO MaTepHalia U MHCTPYMEHTapHsl, MepeKpecTHass KOHTAMUHALIUS
OT TpoOHI K Mpobe, Hammune narudutopos [P u ap.

Takum oOpa3oMm, HEOOXOAMMO CTPOTrO COOJIIOAATh CTaHJApTHBIE MpaBUia
CTepWIbHOW paboThl W OHOJOTHYECKOW O€30MacHOCTH, HWTHOPUPOBAHHE KOTOPBIX
IPEJICTaBIsIET OMAaCHOCTh JJISi CaMOI0 COTPYJHHMKAa M MOXET NPUBECTU K HEBEPHOM
JTMArHOCTUKE, BIOOPY HEMPABUIHLHOW CXEMBI JICUECHUS! U IPUUUHUTD BpPE]] AI[UCHTY.



O0ocHOBaHME 1EJIECO00PA3ZHOCTH MPAKTHYECKOT0 HCIOJIb30BAHUS MOJIEKYJISIPHO-
reHeTHYeCKOH JUATHOCTHUKH PACCESTHHOI0 CKJIEP03a HA OCHOBE TUIIMPOBAHUS
nosiumopgusma renoB IL2RA u IL 7RA

Paccesnnbiii cknepo3 (Pe) — xpoHudeckoe mporpeccupyromiee 3a00JeBaHuE
[IEHTPAJIILHON HEPBHOM CHCTEMBI, 0OBIYHO HAUMHAIOIIEECS Y JHUI MOJIO0T0 Bo3pacTa. OHO
4acTO MPUBOJUT K OBICTPON MHBAIMIM3AIMKU MAlUEHTOB. PaHHSA AMArHOCTUKA JTAHHOTO
3a00JIeBaHUsI U CBOCBPEMEHHO HayaTas Tepamus MOXKET YNPEAUTb BBIXOJ MAIMEHTOB B
MOJIOJJOM BO3pacTe Ha MHBAIUIHOCTb. HecMOTps Ha HalM4yuMe K HACTOSILIEMY BPEMEHH
TakuX MeTonoB obOcnenoBaHusi kak MPT, BeI3BaHHBIE MOTEHLIHAIbBI, UMMYHOJIOTHYECKOE
HCCJIEIOBAaHNE KPOBH M IIepeOpOCHMHAIBHON >KHIKOCTH, AMAarHOCTMKAa Pe Ha paHHHX
cTaausx 00JIE3HU OCTAETCA JOCTATOYHO CIIOKHOU MPOOJIEMO B HEBPOJIOTUH.

PC orHocutTcst k 3a00J€BaHMSIM C HACIEICTBEHHON MPeapacroyioKEHHOCTHIO.
Pa3paboTka METOAMK BBISABJICHHUS KOHKPETHBIX T'€HOB, MPOJIYKTHI KOTOPBIX YYaCTBYIOT
B €r0 NaTOreHe3e, MOTryT CIOCOOCTBOBATH IMAarHOCTUKE JIaHHOTO 3a00JIeBaHMsI HA PaHHUX
JTamax, a Takke pa3paboTKe KOMIUIEKCa MEPONPUATHA MO ero nmpoduiakThke y JuIl-
HOCHUTEJIEW MyTalUid [0 3TUM T'€HaM, T. €. JIIJEH C BBICOKOW IMPEAPACIIOIOKEHHOCTHIO
K u3y4aemMomy 3a0oJieBanuio. K HUM MOTyT OTHOCUTBCS TOMUMO JIUII, YbH POJCTBEHHUKU
CTpaJaloT Ha3BaHHOW MaTOJOTHEH, Takxke Jroau, He Oonerouie Pe 1 He uMeromue cpeau
CBOMX KPOBHBIX POJICTBEHHHKOB OOJIbHBIX 3TUM 3a00JICBaHHEM, HO BBISBJICHHBIC IPHU
CKPUHUHIOBBIX MEPONPUATHUAX. B CBS3M ¢ 3TUM pelleHHe MNpoOJeMbl T'€HETUYECKOU
auarHoctukn Pe wuMeer OOJbIIYyI0 MEIUIMHCKYIHDO M COLUMAIbHO-3KOHOMUYECKYIO
3HAYUMOCTb.

B nocnegHue TOABI MOJEKYISPHO-TEHETUYECKMMU METOJAMHU HCCIEA0BaHUS
YCTaHOBJICHO, 4TO n3MeHeHus B reHax IL2RA u IL 7RA npenonpenensror pazsutue PC.
OpgHako K  HAcTOsALIEMY  BPEMEHM  METOAMK  BBIABICHHUS  MOJUMOpdu3zMa
B YKa3aHHBIX T€HaX JJIs MPAaKTUYECKOTO 3/IpaBOOXpaHeHus He paszpaborano. Bo mHOrmx
CTpaHax, B TOM uucie u B benapycu, Takue paboOThl €lie HE MPOBOAMIUCH, MOITOMY
paboTa B Ha3BaHHOM HAIPaBJIEHWW aKTyallbHa, WMEET HAyYHO-TIPAKTUYECKOE
Y COLIMAIBHO-DKOHOMHYECKOE 3HAUCHHUE .

B cuity Bbllliecka3aHHOTO OY€Hb BAXHO pa3pabOTaTh W BHEAPUTH MHCTPYKIIMIO TIO
MpUMEHEHUI0 omnpeaeneHuss MyTanTHbIX aieneil IL2ZRA u IL 7RA reHoB y mainueHTOB
¢ PC, uro penaer BO3MOXHBIM pa3pabOTKy METOJIOB pPaHHEW NHUAarHOCTUKUA W JICYCHHS
JaHHOTO 3200JIEBAHMUS.



