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CIACOK COKPAIIIEHUI

[TN]] — nepBUYHBIE UMMYHOAEHOUITUTHI
I'CK — reMomnosTuyeckasi CTBOJIOBAs KJIETKA;

HLA — Human Leucocyte Antigens, wWid TIJIaBHBIA  KOMILJICKC
TMCTOCOBMECTUMOCTH

[P — nonumMepasHas uenHasi peakuus

TKUH — Tsxenas KOMOMHMpPOBaHHAsT MMMYHOJOTHYECKas HEAOCTaTOYHOCTH

npeumymiectBeHHO ¢ AT (aHTuTENEHBIM) TeheKTOM

JTHK — ne30KkcupruOOHyKICHHOBAs KHCIIOTA

PHK — pubonykienHoBast KUCIOTa

SSCP — single strand conformation polymorphism, xkoudopmanroHHBIH
noJuMoppu3M oHouenoyeyHon Monexyssl JJHK

OTA — sTUNEeHINaMUHTETPAYKCYCHAs KHCIIOTa



[TpoBenenne reHeTwdeckol muarHocThku [IMJ[ (MyTallMOHHOTO aHaJIA3a)
HEOOXOMMO B CIICAYIOIIMX Caydasx: 1) yCTaHOBJICHHE TOYHOTO JAMArH03a; 2) MOMOIIb
B F€HETUYECKOM KOHCYJIbTUPOBAHUH, ONIPEACICHUE HOCUTENEN B CEMbE, IPEHATAIbHAS
JIMArHOCTHKa; 3) BO3MOXKHOCThH MOdy4deHus: uHopmanuu npu Hekotopbix [T, nms
KOTOPBIX  ONHCAHa  TEHOTUI-(QDEHOTUIMYECKas  KOppEeslus, O  BO3MOXKHOM
MPOTHO3UPOBAHUM KIMHUYECKUX OCIIOKHEHUH; 4) YyCTaHOBJIECHUE TOYHOIO JIUAarHosa
Opy ATUNUYHOM KIMHUYECKON W JlabopaTopHOM MaHH(ecTaluu; 5) BO3MOXKHOCTH
JTUArHOCTUKHU JI0 TIOSBJICHHSI KIMHWYECKOW MaHH(ecTaruu y AeTe C MOTCHIIMAIBHO
netanbHbiMu  Gopmamu  [IMJ[  (mocnme  TreHETHYECKOTOo  KOHCYJIBTHPOBAHUA,
MpEHATAIbHOW JUArHOCTUKH), W CJEAOBATEIbHO, BO3MOXHOCTh TpPaHCILJIAHTALUU
reMonosTuyeckux cTBoJioBbIX KiIeTok (I'CK) wiu renorepanuu.

Hacrosimass WHCTpyKIMS 1O MPUMEHECHUIO TMO3BOJUT TOBBICHTH KAa4e€CTBO
JIMarHOCTUKH TIEPBUYHBIX UMMYHOAC(HUIIUTOB.

Meauko-couuaabHas 3HAYUMOCTb T'€HETUYECKOW JMArHOCTUKU NEPBUYHBIX
UMMYHOJI€(UITMTOB TO3BOJSET YCTAHOBUTH TOYHBIM JMArHo3 y peOeHKa B paHHEM
BO3pacTe J0 MOJHOW KIMHUYECKOW MaHuU(ecTaly W HACTYIUICHUS TEPMaHEHTHOTO
MOBPEXKJICHUS OPTaHOB M TKAHEW BCIIEJICTBUE TSKEJIBIX, MOBTOPSIOMIUXCS MHMEKINH,
YTO B LIEJIOM CHU3UT CMEPTHOCTh U MHBAIMAU3ALMIO JAHHOW IPYNIIBI ITALIUEHTOB.

HEPEYEHb HEOBXOAUMOI'O OBOPYAOBAHUS, PEAKTHUBOB,
CPEJICTB, U3IEJIUA MEJUIIMHCKOH TEXHUKH

OoOopyaoBanue

Lentpudyra

Hentpudyra ¢ oxnaxaenuem Ha 14000 00./MmuH

[TILIP 6oxchI

BakyymHb1#1 actinpatop

Boprekc

CrnexrpodoTomeTp

TepMmomukcep

Tepmouukiiep

Amnmnapart Juis TOpU30HTAIBHOTO 3JIeKTpodopes3a B arapo3HOM Tejie

Ammapat A1 BEpTUKAIBHOTO 3JIeKTpodopesa B MOTUaKpUIaMUIHOM reje

JlokymeHTHpYyrOomas cucrema

Muxkpockon

[IpoTounslii LUTOGIYOPUMETP

CexBeHnaTop

Mopo3sunsauk 20°C

Mopo3zunbhuk -70°C

Jlo3zaTopsl

PacxoaHbie MmaTepuaJibl

HakoneuHnuku juisi 103aTOPOB C adpo30JbHBIMU Oaphepamu oobemom ot 0,1 1o
1000 Mk

Leuntpudyxusie mpodupku (00beM 15 M)

[Tpobupku myst mposenenus [P (o6vem 0,2 mir)

[TpoOupku 17151 mpoTOoUHOTO 1TUTOhIyoprMeTpa (00BEM 5 MiT)



[TacTepoBckre nuIEeTKN

Kamepa I'opsieBa

Pearenrtnl

PeareHT [u1s1 co3aHus rpaguenTa miotHoctH (1,077 r/em’)

TRI-reagent

Tag-nmonumepasa

-MepkanTosTaHOI

Arapo3sa

Bona nenonnsoBaHHas

N3onpomanon

Nurunourop PHKa3

Mapxkep MOJIEKYJISIPHOTO Beca

OOparHas TpaHCKpUIITa3a

PactBops! ne3okcupudonykineorunrpudocdaron (THTD)

Ha6op npaitmepos

PanioM rekcamepsl

denon-xs10podhopM-1u30aMUIOBbINA ciupT (25:24:1)

Xnopodopm

Ortanoin 70%, Itanon 96%

docdarno-conesoii 0Oydep (pH =7,2-7,4)

PacTtBOp, TU3UPYIOMIMI S3PUTPOIIUTHI

PactBop, pukcupyrommii TMMQpOIUTHI

MOHOKJIOHAIbHBIE AHTUTENA

PacTBOp 1711 BHYTPUKIETOYHOTO W BHYTPHUSJIEPHOTIO ONpEACCHUs OEIKOB B
auMdonmTax

JluruapoponamMuH

[uTtpar Hatpus

Xopuj Kanus

Komnarenasa

OTtaHoa (MU METaHO)

ITOKA3AHUMA K IIPUMEHEHUIO

Ilokazanuem i1 TPOBEICHHUS TEHETUYECKOM JUArHOCTUKHA IEPBUYHBIX
UMMYHOAE(PUIIUTOB SIBISETC:

1. YcraHoBieHne  TOYHOrO  JMarHo3a B CiIy4yae, €CJIM  pe3yibTaThl
MMMYHOJIOTHYECKHUX U JPYTUX Ja00PATOPHBIX TECTOB TPAKTYIOTCS HEOJHO3HAUHO.

2.Ilpu npoBenenun Tpancmwiantauud ['CK BblBI€HHE TOYHOM MYTalMH
IIOMOTraeT OTCJIEAUTh NPOLIEHTHOE IPMIKUBJICHUE JOHOPCKOW CTBOJIOBOW KIIETKH B
cilly4yae, €clid OTCJIEeIUTh XUMEPU3M JIPYTMMH METOJaMU HE BO3MOXKHO (IIOJIHOE
coBnajienue no HLA, oHa rpyrmina KpoBy, OJMH MOJI JOHOPA U PELUINHUEHTA).

3. IlocTaHOBKa TOYHOTO AMArHO3a, €CIU KIMHUYECKAasl MPE3CHTalusl aTUIHYHA,
NO3/HsIsI MaHM(ecTalus, HeCTaHAapTHOe J1a00opaTOpHOE TMPOSIBICHUE BCIEACTBHE
TUIOMOP(HBIX MyTalLIHH.

4. OnpeneneHye TOYHOM  MyTallMM  [OMOTaeT IMPOBECTH  T'€HETHYECKOE
KOHCYJIBTUPOBAHME  CEMBH,  ONPEHNEIUTh  YUCIO  POJACTBEHHUKOB—HOCHUTEIIEU



IHaTOJIOTHYCCKOI'0 I'€Ha, a TaKKC BO3MOXHOCTDH HpeHaTaHBHOﬁ AUArHOCTUKU TIpU
AYTOCOMHO-PCUCCCUBHBIX U AYTOCOMHO-JOMHUHAHTHBIX THUIIAX HACJICAOBAHUA.

IHNPOTUBONOKA3AHUA /151 TIPUMEHEHUSA
OTCyTCTBYIOT

OIIMCAHUE TEXHOJIOI'MA UCITOJBb30OBAHUA METOA

['eHeTndeckass JMArHOCTUKA TEPBUYHBIX HMMYHOJS(MUIINTOB HAYWHACTCA C
ONpEAENEHUs] THUMAa HWMMYHOACOUINTa, KOTOPBIM XapakTepuszyeTcss TMepeyHeM
KIMHAYECKUX W JIADOPATOPHBIX MPHU3HAKOB. THI WUMMYHOJOTHYECKOTO aeduImTa
YCTaHaBIMBAETCS C UCIOJB30BaHUEM TOCIETHEN BEpCUU KiIacCU(DUKAIINK SKCIIEPTHOTO
KomuTeTa MeXIyHapOIHOTO O0BEIMHEHUS MUMMYHOJIOTHYECKHUX coobmiecTB [an update
on the classification PID, 2011. Frontiers in Immunology]. Ecim 3a oawn
UMMYHOJIE(UIIUT OTBEYAET HECKOJIBKO T'€HOB, BO-TIEPBBIX, BHIOUPAETCS T'€H, KOTOPbIN
HanOoJiee YacTo OMHCAaH CpPeld MAIMEHTOB, a 3aTeM JPYrHe TeHbl MO YMEHbIICHUIO
YaCTOThI BCTPEYAEMOCTH.

JlanHasi uHCTpYKIUsl pa3zpaboTana s BbigBieHus myrtauuid B 20 renax T1W/,
OTHOCAIIUXCS K 6 u3 § pa3felioB COBPEMEHHOW KiacCU(PUKAUU BPOXKICHHBIX
uMMyHoaepuiToB. [lanHas kiaccudukanys BKIOYAET B ceOsl CISIYIOMINE pa3iebl.

1. KomOunupoBanusie T/B-kineTounble UMMYHOIE(UIIATHI:

- 1.1. TKHH.

- 1.2. JIpyrue koMOMHUPOBaHHBIE UMMYHO1€(DUIIUTHI.

2. UmmyHOAeQUIUTHI ¢ TpeumyiecTBeHHO AT-nedexTom.

3. TouHO onpeeIeHHbIE CUHIPOMBI:

- Cunnpom Buckorr—Onapuy;

- Hedexrtol penapanuu [JHK;

- Tumuyeckue nedeKTsl;

- 'unep-1gE cunapom u np.

4. Bpoxnaennsie nedeKTsl yucia u/uiv GyHKIui Garoiuros.

5. HepocTtatouyHOCTh CUCTEMBI KOMILUIEMEHTA.

6. CuHAPOMBI UMMYHHOM JAUCPETYJISIINH.

7. ledeKThl BPOKIEHHOTO UMMYHUTETA.

8. AyTOBOCHAJIUTEIbHBIE CUHIPOMBI.

B 1abn. 1 mpexacraBieHsl Ha3BaHUSI Pa3leiioB M MEepeyeHb UMMYHOAE(PHUIIUTOB,
JUTSL KOTOPBIX pa3paboTaHa reHeTHYecKas AMarHOCTHKA, MEPeYeHb F€HOB U KOJIMYECTBO
HK30HOB B KaXJIOM T'€HE.



Tabnuna 1 — Ilepeyenr MMMYHO1E€(UIIMTOB ¥ TEHOB JJIsl TEHETHUECKON TUarHOCTUKU

KonunuectBo
Ne NmvmyHonepunut, HazBaHue I'en(p1) OK3OHOB
Kombunuposannvie T/B-knemounvie ummyHnooeguyumol
(msorcenas KOMOGUHUPOBAHHAS UMMYHHASL HEOOCAMOYHOCTbL —
TKUH)
1 X-cuemnennsiii TKUH IL2RG 8
2 6 TKHWH ¢ ayTocOMHO-pE1IeCCUBHBIM RAG1, RAG2, ADA, 13, 7,12, 9, 24
TUIIOM HACJEIO0BAHUS IL7Ra, Jak3
HUmmynooepuyumeor ¢ npeumywecmseenno AT-0eghexmom
7 AramMmarioOyTHHEMHsI THITA BTK 19
Bbpytona (X-cuenneHHas)
8 ['unep-IgM CHHPOM CD40L 5
(X-creTIeHHBIN )
OO6muit BapuaOenbHBIM
9-10 mamysozedumuT (OBYH) TACI, ICOS 5,2
Touno onpedenenHvle CUHOPOMbL
11 Cungpom Buckorr—Onapuy WAS 12
12 Cunnpom HutlimMeren NBS1 16
13 Cungpom Jlyn—bapp (aTakcus- ATM 64
TEJICAHTUIKTA3HS)
CuHOpombl UMMYHHOU Oucpe2ynayuu
X-CLEIJICHHBIN
14 mumbonponudepaTuBHBIN SH2D1A 4
cunapom | Tuna
AyTOMMMYHHBII
15 mumbornponudepaTuBHBIN FAS 9
cunapom | Tuna
AyTOMMMYHHBII
16 MOJINTIAHAYJISPHBINA CUHIPOM AIRE 14
| Tuma
NMMyHHas TUCpETYIISIIus,
17 MOJIMIHAOKPUHOTIATHSI, FOXP3 12
SHTEPONATHS, CIICTUICHHAS
¢ X-XpOMOCOMOU
Bpooicoennvie deghexmut wucna u/unu hynkyuii hacoyumos
18 Bpoxaennas HeHTponeHUs ELANE 5
19 XpoHHUecKas rpaHyjeMaTO3Has CYBB 13
6one3nb (X-ciernuieHHas)
Heoocmamounocms cucmemvl komniemenma
20 BposxaeHHblit cinh 8

AHTMOHEBPOTUYECKUHN OTEK




I'eHeTH4YecKkasi IMATHOCTHKA NMEPBUYHBIX MMMYHO1e()MINTOB

CocTouT U3 ClIeTyIONIUX TaIOB:

1. I[TogGop mnpaitMepoB a1 KOJUPYIOMIEH YacTH KaXKJIOro AK30HA M CIUIAMC-
CaiTOB KOHKpeTHOro reHa. OtpaboTka mnoiaumepasHoi menHou peakmuu (ITL[P),
YCIIOBUM aMIUTU(UKAIIMN U TEMIIEPATYPhl OTKUTA.

2. Boinenenne JIHK u3 MoHOHYKII€apoB nepudepruyeckoil KpOoBU WIM KOCTHOTO
MO3ra WM JAPYTUX BUIOB OMOJIOTMYECKOro Marepuaina mamnueHta. [Ipu momo3peHuun
TSOKENBIX (OpM UMMYHOe(UIIUTa OTHOBPEMEHHO HabupaeTcs nepudepudeckas KpoBb
poIuTENEN I MOATBEPKACHUS HOCUTENIBCTBA MPEIOIAraeéMoro rexHa.

3. CkpuHUHT Ha nouck u3MeHenuil B noasmwkHoctu JJHK B monuakpunamuanom
resre — SSCP (single strand conformation polymorphism).

4. CekBEeHUPOBAHHUE BHIOPAHHBIX IK30HOB.

5. Ananu3 mnosydeHHbIX mnochenoBarenbHocte JIHK, cpaBHeHue 1enouku
HYKJICOTUZOB C pedepeHCHBIME 0Oa3amMu JaHHBIX (Www.ensemble.org). Omnwmcanue
OOHapy>KEHHbBIX U3MEHEHUN (MyTallH, TOTUMOP(PU3M, JUKUN TUIT) IO HOMEHKIIATYpE.

1.1. Iloobop npatimepos u ycrosuii amniugurayuu

[IpaiiMepsl MOAOUPATUCE C YYETOM CIIECIYIONIUX TpeOOBaHUM, €CIM TO3BOJISIIA
MOCJIEIOBATEILHOCTh MAaTPHIIBL: JUTHHA Tpaiimepa — 18-22 nykneoruna. TemmepaTtypa
omkura — 55-65°C. Copepxkanne GC — 40-70%. OrtcyrcTBUEe Ha 3’-KOHIE
cTabWiIbHBIX TeTeNb. HecnmocoOHOCTH (OpMHUpPOBATH MpaiiMep-IUMEpPhl CO BTOPHIM
npaiimepoM. OTCYTCTBHE KJIACTEPOB IMOBTOPAIOIINXCS HYKJICOTHA0B. OTCyTCTBUE
aIIbTEPHATUBHBIX CAWNTOB OTXKUTA MPAMOro U ooparHoro npaitmepoB Ha JIHK demoBeka
(mpoBepsAnioch ¢ MOMOINBIO uHTepHeT-porpammbl BLAST) B mpenemax omHOiMA
XPOMOCOMBI.

[Ipalimepbl OblTM  TOAOOpaHBI TakuM o0OpazoM, 4YToObl B xone [IIIP

aMITM(UUIKIPOBAIHNCH HE TOIBKO MOCIEA0BATEIIBHOCTH SK30HOB, HO U CILIAC-CalTHI.

1.2. Bvioenenue /[HK u3 cycnensuu xiemokx

1. Jluzuc. Knerkn otMeiBaroT B docdarHo-coiaeBoM Oydepe (PBS — phosphate
buffered saline) wmu ¢usmonornyeckum pactBopom. Ilocie ocaxaeHUs dYacThb
KUIKOCTH OCTaBISIIOT B mpobupke (2040 wMki), ocagok KIETOK TIIATEIbHO
pecycnensupyror. Jusupyromuii 0ydpep (100 mM NaCl, 10 mM TrisHCL, 25 mM
EDTA, 0,5% SDS) no6asnsitor B 00beme 100 Mk Ha 1 muH. [Tunetupyrot. JInzupyror
npu 50-60°C npu mnepememmBaHuu B TedeHHe 1-24 4y, ODkcTpakius QeHoI-
xJopoopMHOI cMmechbio ((eH.-xi.-uzoam. crupt 25:24:1 pH = 7,5-8,5). denon-
XJOpOoQOPMHYIO CMECh J00aBISAIOT B Ju3aT B paBHOM oObeme (400 mkn Ha 600 MK
m3ata). LHentpudyrupyror 1 mun npu 1-5000 o6opoTtoB. OTOMparoT BepxHIOWO (azy.
[lepen BTOpOM 3KCTpaKkLuen AepxaT npoOUpky B Tepmomukcepe npu +50°C B TeueHue
10 munH. 3arem npoBOAAT BbicanvBaHue Oenka. K nuzary poGasisitor 8M  armerar
amMmoHusi (AA) B oObeMe, paBHOM MOJOBUHE 0ObeMa mnu3ara. CMech TIIATEIBHO
nepemMemnmuBaioT Ha 1eHTpudyre Boprekc. llearpudyrupyror nmpu 14000 o6oporax 10—
20 MUH C OXJIQXKJIECHUEM.

2. Ocaoicoenue u ommwviexa /JHK. Jlo6aBUTh paBHBIM 00beM H3omporanoia. [lepen
OCXKJIEHUEM KelaTelbHO oxJaauTh cMmech 110 -10-20°C. Tlocne otbopa cymepHaTaHTa
nob6asuth 70% nsrtanoi, 300 Mk, ecan ocagka odyeHb Maiao B 500-700 mxn — eciu
OCaJloK BBIpaKEHHBIN. [lepemeniate mepeBOpauyMBaHWEM W IMEHTPU(DYTHPOBATH TMPHU



http://www.ensemble.org/

MaKCUMaJIbHBIX 000poTax 5—10 MuH. 3aTeM XHIKOCTh OTOMPAIOT, OCATOK BHICYIIIUBAIOT
B JIaMMHape B BHUJC OTKPBHITOM mpoOupku, pactBopsitor B 30-200 mxn TE Oydepa B
3aBUCUMOCTH OT KOJIMYeCTBa ocajka. Eciu ocajgka oueHb MHOTO (PUCOBOE 3€PHBIIIIKO),
MoxHO pacTBopuTh B 300-350 mxn TE-O0ydepa, ognako uncrora JJHK B aTOoM ciydae
HUKe. PacTBOpsitoT ocaiok 00614HO B TepMomukcepe 10 mun — 1 4 ipu 25-40°C.

1.3. llonumepasnasn yennas peaxyus (IIL[P) u ooHonumesou xoHpopmayuorHblll
noaumoppuszm (SSCP)

[TIP npoBommmuck B cranaapTHeiX ycnoswsix: IxITLP-O0ydep ¢ KCI, 1,5 mM
MgCl,, 0,2 MM gHT®, 0,5 MM kaxxaoro npaitmepa, 1U Taq nomumepassl. TorambHas
kinerouyHas JIHK mnammenta BHocunacek B kojgudectBe 100 Hr. Ywciao MUKIOB
amruiidukaryu coctasisuio 35. Ipoctas [P, o6bem — 25 mxu, [P npoBogunm Ha
TBEPJOTEILHOM aMILIU(UKATOPE.

Memoouxa nposedenuss SSCP
IIpucomosnenue 2ens (8%) na 45 mn:

40% croxk Axpunammua/oucakpuniamun | 11,25mi
(39:1)

SxTBE-6yddep 4,5 M

[ epon 2,5 M
Bona 10 44 mn
APS (nepcynbdatr aMMOHMST) 300 Mk
TEMED 30 MK

[locne poGaBnenuss mnepcynbdata ammonus u TEMED Bce tmarensHo
nepemMeniaTh U B TEYEHNUE 5 MUH 3aJIUTh I'Elb.

OcTtaBuUTh OIUMEPU30BaTHCS HA 1—2 4 Mpu KOMHATHOM TeMmepaType.

Ilpucomoenenue obpasyos: IlpompiBaem nyHku rtems 0,5xTBE-Oydepom c¢
MOMOILBIO /103aTOpa U HAKOHEYHHWKA C TOHKMM HOCUKOM. CTaBUM Tellb Ha MpepaH B
kamepy ¢ 0,5xTBE, npumepno #Ha 1 1 npu 200 B (6-8 Bt). B 310 Bpems roroBum
oOpas3Lpbl JJIsi BHECEHUS B Tellb: cMellnBaeM B nponopuuu 2:1 ¢popmamun (x.u.) u ITLP-
OPOAYKT (HOJKEH OBITh YETKUM TMpu JJeKTpodope3e B arapo3HoM resue, 0e3
Hecnenuduku). O0mit 06beM 00pasiia 3aBUCUT OT pa3Mepa JyHOK. B Haiiem ciyuae
IPU IIUPUHE JIYHOK 5 MM cMmemuBaeM 4 Mxin popmamua u 2 mxi [TIP-ipoaykTa.

3ateM ctaBuUM oOpasel] JeHatypupoBaTh Ha 5—10 muH npu 95°. Ilo okoHuaHUU
JIeHATypalud TPOOUPKUA C JICHATYPUPOBABIIMMH OOpa3liamMu TMOMEIaeM Ha Jies
(mpoxepkaTh HA HEM MHUHUMYM 5 MHH), C HEro K€ W 3aKamblBaéM WX B JIYHKH.
Onekrpodopes (rpaaueHTHBIN) 100 BpydHyto: 5 mun — 50B, 5 mua — 100 B. [lo
16 u — 350 B (MommuocTh mpumepHo 15 Bt). HeoOxomumbiM ycioBHEM SIBISICTCS
noctossHHas —Temmeparypa (18-23°) B moMemnieHMM Ha TPOTSHKCHUM  BCETO
anekrpodopesa. Crenyer uzberatb HarpeBaHusi crekoi. JliMHa aHalIM3UpyeMbIX
dparmentoB 150-650 m.0., ontumansHo 200-300 m.o. OxpaimMBaHue TPOU3BOAUTCS B
1X pactBope kpacutens SYBRGold B Oydepe, B koTropoMm mien ¢ope3 B TeueHue 8—
15 MuH. AHanu3 NOPOU3BOAUTCS Ha OOBIYHOM TpaHcWJUTIOMUHaTope. llomydeHHbIN
NPOIYKT aHanu3upoBaics B 1,5% arapo3Hom resne u aanee ucnosib3obaics 1ias SSCP-
ananmuza B 10% (37,5:1) monuakpunaMuaIHOM reje ¢ goOamieHueM 5% riumepoda.
Kpacunu renp B pactBope Quyopecuentoro kpacutens SYBRGold B 0,5%TBE



(1:10000). nst poToChEMKH HCMONB3YETCS AOKYMEHTHPYIOMIAs CHUCTEMa 3aKPBITOTO
TUMa ¢ MUGPOBON KaMEPOM.

1.4. Ceksenuposanue

[Iponykr IIIIP, mnpenHa3sHadyeHHBIM [JI1 CEKBCHUPOBAHUS, OUYMIIAICS OT
Hecrenupuueckux MpOoIyKTOB aMIUITM(PUKALIMK C HCIOJb30BaHUEM 3iekTpodopesa B
6% TOJIMaKpUIAMUHOM Te€Jieé W AJIIOMPOBAJICA W3 BBIPE3aHHOTO (parMeHTa refis B
TE(Tpuc-21TA)-6ydep (pH = 8,0) B xoae unkybanuu B Tepmomukcepe npu 45°C B
TeueHue | 4.

Jlanee ounnieHHbI 0Opa3el UCIOIb30BAJICA B KAUYECTBE MATPULbI ISl PEaKUUn
CEKBCHUpPOBaHMs. Peakiusi TepMUHAIIUW, TPUHIMI KOTOPOW OCHOBAaH Ha IOTYYCHUU
bparMeHTOB pa3IUYHOW JJIMHBI, OKAHYMBAIOMIMXCS MEUYECHHBIMH (IyOpOXpOMOM
JTUOKCUHYKJICOTHIAMH, TIPOBOIIIACH C UCIIOJIB30BAHUEM TEX K€ MPaiMepOoB, YTO U JIJIS
[P u roToBoii cmecu TepmuaaropoB BigDye Terminators v1.1. JIns cekBeHUpoBaHHUS
B KaXIyl0 peakiuio TepMuHanuu BHocwiochk 4 wmkin TE-Oydepa, coxepkarero
ounteHueii  [ILP-poxykT, 3,2 mnMoiap mpsAMOTO WM OOpaTHOrO Ipaimepa,
ucnonb3oBaBmuxcs s [P ammudukanum, 9 M1 9yucToil Boabl, 4 MKI pacTBopa
tepmuHaTopoB BigDye Terminators v1.1 u 2 Mkn Oydepa aas CEKBEHUPOBaHHUS.
[IpoyKThl  TEpMHUHALIUM  OYMINAIUCH  OT  HEBCTPOUBIIMUXCA  TEPMHUHATOPOB
nperunuTanueit atanon/ITA. Kanmsipasiii anekTpodopes U 1eTeKIUS MOJTyIeHHBIX
OPOJYKTOB TEPMUHALIMU OCYIIECTBISUINCH HA aBTOMATHYECKOM  KallWJUISIPHOM
CEKBEHATOpE.

I'eneTnueckasn JTHATHOCTHKA NepBUYHBIX UMMYHO1e(UIIUTOB
OCYILECTBIISIETCS TOCJIE OCMOTpa BpayoMm, cOopa ceMerHoro aHamHe3a (OCOOEHHO
BOKHBI JaHHBIE paHHEW MJIQJIEHYECKOM CMEPTHOCTU — CHIHOBEW, OpaTheB, MsleH,
IeAymiek MO0  MaTepUHCKOW  JUMHWUW  JUIS  JHArHOCTHKHA  X-CIETICHHBIX
UMMYHOJE(QUIIMTOB Yy MAaJbUYMKOB), MPOBEIACHUS BCEro CIEKTpa J1abOpaTOpPHBIX U
UMMYHOJIOTHYECKMX  HMCCJICIOBAaHUM,  MpUYEM  HMMYHOJOTHYECKMH  aHaIu3
PEKOMEHTyeTCsI TOBTOPUTH JABAXKIbI.

BoiGop TeHa nans  CEKBEHUPOBAHUS HAYMHACTCS C  OMNPEACIICHHS THIA
uMMmyHoaeduiuta (komOunupoBanubiii T-/B-, nedext AT-oOpazoBanus, aedeKTbl
yucia u/wim QyHkimil paromutoB — Taodu. 1). [Ipu quarHocTuke KOMOMHUPOBAHHBIX U
TSDKEJIBIX KOMOMHUPOBAHHBIX UMMYHOIE(PUITMTOB omnpeaensercs peHoTur TuM@OIUTOB
nepudepuyecKoil KPOBH, a 3aTeM 10 PEHOTHITY BhIOMpacTcs reH (Tadi. 2).

Tabnuua 2 — CooTBETCTBUE I'€HOB K (PEHOTUITY JIUMQPOLMUTOB NEpUPEpUUECKO KPOBU
y nanimentoB ¢ TKH

No NmMmyHobeHoTn I'en KonnuecTBo 7K30HOB
1 T-B+NK+ IL7-Ra 12
2 T-B+NK- Common-j-chain 9
3 T-B+NK- Jak3 24
4 T-B-NK+ RAG1 ®parments (13)
5 T-B-NK+ RAG2 ®dparmenTsl (7)
6 T-B-NK- ADA 12




ITpu JUArHOCTUKE nedeKkToB AT-o0pa3oBanus, B YaCTHOCTH
araMMarJioOyJTMHEeMHH, MYyTalMoOHHBI aHanu3 reHa BTK BemmomHsercs Bcem
MaJbuMKaM TIOCJI€ CTaHJIAPTHOTO MMMYHOJOTHYECKOTO WCCICAOBAHUS W THITUPOBAHUS
KOCTHOTO MO3Ta sl ompeneneHus Oinoka auddepeHiupoBkn B-mumbonuTos c
ucnojnr3oBanueM mapkepos (CD19, CD10, CD34).

Beibop TeHOB TmpH  TOYHO  JMArHOCTHPOBAHHBIX  HMMMYyHOJedHIIUTaX

YCTaHABIMBACTCA KIMHUYECKH; CUHAPOM Buckorr—Onapud — mnocie onpeneneHus
pa3MepoB TpoMOoUUTOB U BbisiBIeHUsA Oenka WAS B numdonurtax nepudepuueckoi
KpPOBHU.

Ecnu guarHo3 He sCEH, T.€. KIMHUYECKHE U JIaDOpaTOpHbIE NPHU3HAKH
XapaKTePHBI I HECKOIBKUX UMMYHOIE(DUIIMTOB, TO JIJIsl CCKBEHUPOBAHUS BEIOUPACTCS
CHEKTp TEHOB, MPUYEM TE€HBI MOTYT OBITh U3 PaA3HBIX TPYHNI UMMYHOACPHUIIMTOB
(manpumep, Trensl TKMH 1npum noucke  aTUNUYHBIX  (EHOTUIOB,  T'EHBI
UMMYHOAE(PHUIMUTOB C HApPYIIEHUEM HMMYHOPEryasiquu u Jp.). CHEeKTp TI'eHOB
OlpeneNnsieTcss JaHHBIMU JUTeparypbl. i BceX pa3pabOTaHHBIX TE€HOB HMEIOTCA
JaHHbIE JIMTEpaTypbl 00 AaTUNUYHOM MpEe3eHTaluuHu, TMO31HEeH MaHudecTaluu
UMMYHOAEPUIINTA, a TAKXKE JJI1 HEKOTOPHIX O YaCTOTE BCTPEYAEMOCTH JJAHHOTO T'€Ha Y
J€TEeN Pas3INYHbIX PETUCTPOB.

['eHeTnyeckuil quarHo3 NEpBUYHBIA MUMMYHOJE(ULUT YCTaHABIMBAETCS B TOM
cllydyae, €CiIM Ioclie ceKBeHupoBaHus B mnociuenoBarensHocTd JIHK oOHapyxkeHb!
[IaTOJIOTUYECKUE W3MEHEHHs B BHJE T'OMO3WIOTHBIX MYTAlHH, TIe€TEPO3UTOTHBIX
KOMITayHJOB, MaTOT€HHOTO MoJuMop(du3Ma MPU CPaBHEHUU IOJIYYEHHON UENOYKH
HYKJIEOTHJIOB C pe(hepEHCHBIMU TOCIIEN0BATEIBHOCTIMM.

NEPEYEHb BO3MOXHBIX OCJIO)KHEHMH WM OIIUBOK IIPHU
BBIIIOJIHEHUU U ITYTU UX YCTPAHEHMU S

Bo3MoskHBIE CIIOKHOCTH B MPOBEJCHUU TEHETUUECKOW TUATHOCTUKHU MEPBUYHBIX
UMMYHOI€(PUITUTOB U CTIOCOOBI UX YCTPAHEHUS U3JI0KEHBI B TA0II. 3.

Tabnmuma 3 — Bo3MOXHBIE CIOKHOCTH B IPOBEJACHWHM T€HETHYECKON IUArHOCTHUKH
MEPBUYHBIX UMMYHOJIC(UITUTOB U CITOCOOBI MX YCTPAHECHUS
[TpoOnemsr Crioco0bl pa3penieHus

[1L[P He mpoxoaut [IpoBeputs kauectBo JIHK, ouuncrurs
JHK meTtomoM BeicanvBaHUs, TOBTOPUTH
MYTallMOHHBIN aHaJIN3 Ha
cBexeBbieneHHon JIHK

SSCP ne mpoxonut [IpoBeputh kadectBo pearentoB u JIHK,

YCJIOBHSI TPOBEJCHHUS M TEMIIEPATYPY B
MTOMEIIEHNUH, TOBTOPUTH AHAJIU3

Peakiust cekBeHHUpOBaHUs HE TPOXOIUT [IpoBeputs xommuectBo JIHK B obpasiie,
MMOBTOPHUTH PEAKIIUIO CEKBEHUPOBAHUS




