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PeTHKyAsIpHasAs JHCI€HEe3HA

HdedekT cozpeBaHHa BCceX AHM(POHAHBIX H MHEAOHAHBIX KAETOK

Peaxuii (1/3x10°) ummynonepuunr (aedeKTHBIH rex -
Adenylate kinase 2 (AK2))

MHOKeCTBEHHBIE, YIPOKaIOlIHE XXH3HH HH(PEeKIIHH, HAaYHHasA
Cc l-ro oHA XH3HH

HeHpo-ceHCOpPHaA FAyX0OTa

BeipazkeHHass AHM(pONEHHSA
(T u NK)

ArpaHyAOIIHTO3

AeuyeHne: TpaHCIAAHTALIUSA '€ MOIIO3THYECKOH
CTBOAOBOH KAETKH



Auddepennuporka T AumMmbouHTOB

Myeloid
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ANPPEepeHLUUpoBKU T nMMpoumnTos
npusoamT Kk TKUH (TKMNO)

yIFN...

cytotoxicity
vyIFN, TNF

=2
[
rrj
=

IL4...

[
E
el
)

-
-
(.Y
e

IL10, TGFB,....

IL4

cytotoxicity
yIFN



TsaKeABIH KOMOHHHPOBAHHBIH
ummyHonepuuut (TKHI)

* Jacrora= 1/100,000 HOBOPOKAEHHBIX

« KAmHHYecKasa KapTHHA Pa3BHBAETCHA C NEPBBIX MECALIEB XKH3HH
(Pneumocystis jirovici, Candida) u BupycHbie HHpekuuu (CMV,
RSV)

* AoxaAbHasaA H reHepaAH30BaHHAasA
BIXK undexuusa

* 'puOKoBEIE HHPERIIHH

CAH3HCTBIX H KOIKH

» lnapess, oTcTaBaHHE B Pa3BHTHH



OPATOPHbIE
NMPU3HAKW




TKHAL:
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TKWH, cuenneHHbIn ¢ X-xpomocomom (X-
TKWUH)

MOJEKYNApHbIN aedeKT
IL-2 receptor subfamily (common y subunit)
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TTpe3seHTauma Al u HapyweHue MHC/TCR B3aumopeucTeus
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OnuUcaHo 2 MOoneKynapHLIX AedeKkta 6onesHu:

1.

CBa3aH ¢ 6enkom CITTA, yyacTBYHOWMM B Nepeaaye aKkTUBUPOBAHHOTO
curHana (YIFN)

CBS3aH C OAHUM U3 NPOMOTepHbIX benkos RF-x

Jkcnpeccusa npoaykTos nokyca HLA-II cTaHOBUTCS NPUHLMAUANBHO
HeBO3MOXHOM, a Yy 60nbHBIX He 06HapyxuBaeTcs HU membpaHHOU
monekynsl MHC, Hu cootseTcTeyrowemn PHK. Y 31ux 60nbHBIX CTpaaaeT u
akcnpeccusa HLA-T.



Transporters associated with antigen
processing (TAP1 & 2)

ER membpaHa

[lenTnabl aHTUreHOB
N3 NpoTeacombl

TpaHcnopTep nepeHoCcUT nenTuabl pasmepom 8-12 ammHokucnoT,
T.e. Ar noctynarot B ER nytem aktueHoOro nepeHoca



Hepuyum MHC-I knacca cBa3aH HenocpeacTBeHHO
¢ reHamu HLA- A,B,C v obycnosnneH notepeu
TpaHcnopTHoro 6enka TAP-2, reH koToporo

HaxoauTca B pervoHe HLA-IT.



Wright's X1000 May-Grunewald Giemsa X1000 Wright's x1000




CUHAPOM BUCKOTTA-ONAPUYA
KNUHUYECKUE NPOABNEHUSA

0 FEMOPPAIMYECCKUM CUHOPOM: FTEMOPPAIMYECKAS ChliMb,
KEDAJIOTEMATOMA, HOCOBbIE, KWWLEYHBLIE, MOYEYHbIE
KPOBOTEYEHUA, KPOBOU3ITNAHUA NOCIHE TPABM

0 3K3EMA

0 BAKTEPUATIbHBIE UH®EKLUWUU PA3NTUYHOU NTIOKATTU3ALINA
0 BUPYCHbIE UH®EKLUWUU (CMV, HHV)

0 ONNOPTYHUCTUYECKUE UHDEKLIUU

0 AYTOUMMYHHbIE PACCTPOUCTBA (BACKYNUT, TEMOJIUTUYECKASA
AHEMUA, HEUTPOIMNEHUA, TPOMBOUUTONEHUA, TTTIOMEPYJIOHE®PUT)
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TSIXKEJIbIE KOMBUHUPOBAHHbIE
UMMYHOLE®ULINTBI

0 EauHcTBEeHHbIM MeTogom Tepanun TKUH
SIBNSETCA TPAaHCNMaHTALUsA KOCTHOIroO MO3ra v
reMono3TUYeCKMNX CTBOJNOBbIX KINeTOK



CUHOPOM DiGeorge (DGS)
MONEKYNAPHbIA OEDEKT

Haubornee 4yacTto geneuun 22q11.2
0e3 XpOMOCOMHbIX peappaHXUpPOBOK



DGS/VCFS

UMMyHoOnoruyeckne HapyLieHusi BapmabenbHbl

Ona nonHou hopmbl DGS XxapaKTepHO:

[ ymeHbLIeHne KonuyecTBa UMpKynupyrowmx CD3,
CD4*, CD8" KNneToK 1 pe3Koe CHUXeHue nx
nponudepaTMBHON aKTUBHOCTH

0 KOHUEeHTpaLuu CbIBOPOTOYHbIX
MMMYHOINOOYNMHOB BapbUpPYHOT OT HOPMbI 40

cenekTuBHoro gecdoumunTta IgA nnu
rmnoramMmmarnooynmHemuu.



KIMTMHWYECKUE NMPOABIIEHUA DGS

0 Mnonnasusa TMUMyca 1 NapawuTOBUOHbIX Xere3

0 Mopoku cepaua v KPynNHbIX COCYyA0B

0 AHomanum nuLeBOro ckerneTa: BbICOKOe He60, pacLluenuHbl nuua,
LUMPOKYIO NepeHocuua u T.4.

0 AHomanuu CTPOEHUA ropTaHu, rnoTkKkn, Tpaxen, BHyTpeHHero yxa un
nuuieBona

0 AHomanuu ueHTparibHOW HEPBHOU CUCTEMDI

0 MNMopoku pa3BuTUA no4ek - rmapoHedpos, atpodus.

0 3apepkka pe4yeBOro v NICUXOMOTOPHOIO pa3BUTUA, HAPYLUEHUSNA
noBeAeHus, NCUMXMYeCKne paccTponcTea

0 WH¢peKunoHHbIe n ayTOMMMYHHbIe 3a60oneBaHus (LMTONEHUM,
ayTOMMMYHHbIN TUPEOUNAUT)



BPOXOEHHbLIE OE®EKTblI ®YHKUUU n/vnun
KOJIMYECTBA ®ATOLUTOB

- QedekTbl MUKpoOUUMaHoCcTHU (X-cuenneHHasa u AR
XpOHU4YecKas rpaHyriemato3Has 60ne3Hb,)

- BpoxxaeHHble HeUTponeHnn

- NedeKkTbl aare3anm NeMKoLumuToB

- DedreKkTbl XemoTakcuca (cuHapom Heguaka-Xvracwu,
runep-Ige cMHOPOM)
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MONEKYNAPHbBIE OEPEKTDI

Inside the neutrophil

Extracellular

cell

membrane
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10 HacTopaxusarowmx npusHakos nepsudHoro UAC:

YacTbie 3a60nesaHua otutom (4 u bonee 3a roa)

Heckonbko noaTtBepxAeHHbIX cuHycuToB (2 1 6onee pas 3a roa)

Bonee 2 noaTsepxaeHHLIX NHEBMOHUU B TeYeHUe roaa

TToBTOpHbIE rnyboKkue abcLecchl KOXU UMK BHYTPeHHUX OpraHoB
TToTpebHOCTb B ANUTENBHOU Tepanum aHTUBUOTUKAMMU ANS Ky NMUPOBAHUS
UHpeKuuu (Ao 2 mecaues U bonee)

TToTpebHOCTb BO BHYTPUBEHHOM BBEAEHUU AHTUBUOTUKOB ANS Ky NUPOBAHUS
NHpeKLUU

He meHee 2 rnybokux UHpeKUMn (MEHUHTUT, OCTEOMUENTUT, CEMnCUC)
OTcTaBaHWe rpyaHoro pebeHka B pocTe U macce, ynopHas auapes, manbabcopbumsa
TTepcucTupytroLas MOMOYHULIA UNU TPUBKOBOE MOpaXeHUe KOXu

B cembe: Hanuume TTU], (pakTbI paHHUX CMepTen ManbYUKOB OT TAXKEsbIX
WUH(EKLUU, OT NPUBUBOK .

TTauuneHTbr ¢ T-kneTouHbIM W[ HaumHaroT 60oneTb A0 6 mec. Bo3spacTa,
B-knetouHbeim N[ - nocne 6-9 mec. Bo3pacrta,
AemeKTOM (ParoumTosa - Ha 1-m roay XusHu unu nosxe.



KonnyecTBo NenkounToB 1 NOACYHET Ma3Ka:

- abCconTHOE YMCNo HENTPOUIIOB

- abcontoTHoe Yncro numadoumnToB (<1,5-10%/n — T-kneTouHbIn N[)
- abCconTHOE YMCNo TPOMOOLUMTOB

CbIBOPOTOYHbIE UMMYHOTTTO0YNUHBI
- 1gG
- 1gM
- 1gA

CH50




OnpepeneHune cybnonynaunoHHOro coctaBa
nmmdoounTos

YpoBeHb Ig G, A, M, E

KoHUeHTpauna cekpeTtopHoro IgA

LIVIK



CKkpuHUH208bI1e MemoOohbl (| YPOBEHb):

OnpepneneHue obLero Yyncrna numdoumToB

OnpeneneHve NpPoLEHTHOro 1 abCcontoTHOro Yncna 3penbix T-NMMdOoUNTOB
CD3+ 1 ABYX OCHOBHbIX cybnonynsuum — xennepos CD4+ n
KUNnNepoB/UNTOTOKCUYECKNX CD8+

nccnepgosaHune oteeta T-numdoumnTtoB Ha PIA B peakummn brnacTHoOU
TpaHcdopmauun (PBTJI)

YmouyHsrowiue Mmemoohbli (Il ypOBeHb):
onpegeneHne «akTMBaLMOHHbIX MapkepoB» CD25+ u HLA Il Ha T-numdouunTtax

nccnegoBaHne NPoAyKUMN LMTOKUHOB — Y MHTepdepoHa, MHTEPNENKNHa-2, -4,
dakTopa Hekpo3a onNyxonu, MHTEPNENKUHa-6 in vivo W1 in vitro

n3yyeHme nponudpeparmnsHoro oteeta B PBTJ1 Ha cneundunyeckmum aHTUreH

nccnegoBaHWe npoueccos anonTtosa T-NMMGOoLUTOB METOAOM ornpeaeneHus
CD95



CKpUHUH208bIe MemoOObl (| ypO8EeHb):

e ornpenerieHme NPoUeHTHOro u abcontTHOro KonmyecTaa B-
numdgoumntos - CD20+ unu CD19+

 onpegeneHne ypoBHen Hecrneunuieckux MMMyHornoodynmHos A,
M, G, E B CbIBOpOTKE KpoBU

 onpeneneHue B KPOBU LMPKYNUPYHOLWLNX UMMYHHbBIX KOMMI1EKCOB
* uccnegosaHue oreeta B PBTJ1 Ha B-kneTo4HbI MUTOreH

YmoyHsarowue Mmemoosbl (Il ypo8eHb):

* ornpenernenmne cneundunyecknx nMmMmyHornobynmHos A, M, G, EB
CbIBOPOTKE KpPOBM

 onpegenexHne NpoayKUMn MHTEPNEenKUHa-6 in vivo W1 in vitro
* OnpeaeneHne CekpeTopHoro IgA




CKpUHUH208bLIe MemoOobl (| yPOBEHb):

* OUEHKa abCconTHOro Yncra HenmTpodouIos

* nccecnegopaHne MHTEHCUMBHOCTU MOIMTMOLLUEHNA MVIKpO6OB CbaFOLI,l/ITaMI/I

(MpOoLUEHT KNeTok-daroymMToB 1 CPEeaHsIst CMOCOBHOCTL K MOrMOLLEHUIO
Ka)kgoro dparounTa)

« bakTepuumaHocTb parouyntos no HCT TecTy

YmoyHsrouwiue Mmemoosl (Il ypo8eHb):

* NHTEHCUBHOCTb XeMoTaKkcuca (Murpaummn) paroumTon

* YccrnegoBaHWe aare3anoHHOM CroCcOOHOCTN HENTPOUIIOB K MNACTUKY

N OUEHKa YnCra KNeTok ¢ agre3avMoHHbIMM Mornekynamm CD11/CD18 Ha
MembpaHe



NMpuHunnbl Tepanuun NAAQ

NOOAOEPXUNBAIOLWAA TEPAIUA
3aMecTuTernbHaga Tepanus
JleyeHne NMHQEKLMOHHBbIX OCITOXXHEHNI
[MpodunakTnka MHPEKLIMOHHbLIX OCINOXHEHWNI
JleyeHne ayTOMMMYHHbIX NPOSABNEHUN
JleveHue 3nokavecTBeHHbIX HOBOOOpa3oBaHNU
CneunanbHble METOAbI

U3NEYEHME UMMYHOOE®PULINTA
TpaHcnnaHTauus KOCTHOro Mo3ra Ui reMono3TUYeCcKuxX
CTBOJIOBbIX KJ1IETOK, FreHHas Tepanus



I'ennaa Tepanua IIH

CD34* haematopaietic
prageritor cel

Cytoplasm

TKHUL (yc-medexrT)

Nucleus
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