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Comparative analysis of the clinical course of ataxia-telangiectasia in two siblings
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ATaKcHUsI-TeJeaHTMIKTa3us OTHOCHTCS K PeJKHM BPOXKIEHHBIM 3200/I€BAHUSIM C AYTOCOMHO-PELEeCCHBHBIM TUIIOM HACJIEI0BAHUS
U MYJIBTUCHCTEMHBIMU TposiBJieHnsMu. Hapsay ¢ nporpeccupyionneii Mo3:Ke4KoBOii aTaKcueid, [1a30JBUraTeJbHbIMA HAPYIIEHUSIMU,
TeJeAHTHIKTAZUAMH CKJep, SHIOKPUHHBIMH PACCTPONCTBAMH, OTMEYAIOTCS HAPYHIEHHS! KJIETOYHOTO W TyMOPAJbHOTO 3BEeHbeB
HMMYHHO# CHCTEMbI, KOTOPbIE JIeXKAT B OCHOBE KJIMHHYECKUX NMPOsIBJIeHNi UMMYHOAe(HIUTA.

Ilesb paGoThl: CPABHUTEIBHBIN AHAIM3 KJIMHUKO-HUMMYHOJIOTHYECKHX 0COOEHHOCTei TedeHus 32a00J1eBaHus Y IBYX POIHBIX CecTep.
Pe3ynbrarsl. B 0001x ciyyasx Ha0moaaeTces «KIaCCHIECKHiT» BADHAHT TeUeHHS ATAKCUM-TeJleaHrnaKTa3nu. OHaKo MeroTcs pas-
JIMYUS O CTeNeHH BhIPAXKEHHOCTH MMMYHHOI HEI0CTATOYHOCTH, YTO TPedyeT pa3jiMvHOro TepaneBTHIeCKOro nNoaxoaa st J0CTH-
JKeHHsI KOHTPOJIS HaJl peUINBUPYIOMIM HHGEKIMOHHBIM CHHIPOMOM.

Karouesvie caosa: 0emu, amaxkcus-meneHeusIKmasus, nepeuuﬂblﬁ ummyﬂoaedmuum, KAUHU4YecKue U UMMyHoa0cu4ecKue ocobenHocmiu.

Ansa umtupoBanns: Xakumosa P.®., CubrarynimHa ®.U., CepebpsikoBa O.A. CpaBHUTEIbHbIV aHa/IN3 KIIMHUYECKOro Te4eHUsl atTakCum-Tesne-
aHruakTasum y AByx cmbcos. Poc BecTH nepuHaron u neguatp 2021, 66:(1): 94-97. DOI: 10.21508/1027-4065-2021-66—-1-94-97

Ataxia-telangiectasia is a rare congenital disease with an autosomal recessive mode of inheritance and multisystem manifestations.
Along with progressive cerebellar ataxia, oculomotor disorders, telangiectasias of the sclera, endocrine disorders, this disease is
accompanied by disorders of the cellular and humoral links of the immune system, which are the basis of the clinical manifestations

of immunodeficiency.

Objective: to compare analysis clinical and immunological features of the course of the disease in two siblings.
Results. Both cases belong to a «classic» course of ataxia-telangiectasia. However, there are differences in the severity of immune
deficiency, which requires a different therapeutic approach to achieve control over recurrent infectious syndrome.
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AEaKCMH—TeneaHraKTamﬂ — peoKuii BapMaHT Tiep-
MYHOTO MMMYHOAE(UIINTA, KOTOPBI XapaKTepu-
3yeTCS MO3XEUKOBOW aTakcuei, TeJleaHTUIKTa3Uen,
BBICOKOW 4acTOTOU JIMMQOUIHBIX OIyXOJIeli U MMMYH-
HBIMM HapymeHusiMu. C MOMEHTa OIMCAHMS TIEPBOTO
mamueHTta B 1926 . K. Syllaba u K. Henner mosydeHbl
JIaHHble O reHetnuyeckoM naedexre (1995 r), npuBoasi-
1IeM K pa3BuTHIO 3a0osieBanus [1]. [Ipu 3ToM BbISIBJIEHBI
paznuuHbie mytauuu reHa ATM (Ataxia-Teleangiectasia
Mutated), BausitolMe Ha CTENEHb TSIKECTH, MPOTPecCu-
poBaHMe W MPOTrHO3 3a0oneBaHus [2—5]. JlaHHbIe 0 pac-
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MPOCTPAHEHHOCTU aTaKCUM-TEJIeaHTMAKTa3uu Bapua-
6esbHBIL: OT 1:20 ThIC. HOBOPOXIEeHHBIX 10 1:300 ThIC. [6].
CrnemyeT OTMETUTb, YTO OTCYTCTBUE HACTOPOXEHHOCTH
Bpaueil B ryiaHe MepBUYHBIX UMMYHOIE(MUIIMTOB, B YacT-
HOCTU aTaKCUM-TEJICAaHTUIKTA3MU, HEPEIKO TPUBOIUT
K MO3AHEeI TMarHoCTUKe 00JIe3HU, MTO3TOMY BaXKHbI aHa-
JIU3 KaXA0TO ciiydyasi 1 UH(pOpMUpOBaHUE CIIEIMATIMCTOB
paznuuHoro npodus [7].

Benymymy KIMHUYECKMMU TIPOSIBJICHUSIMU, KOTO-
pble BCTpEUalTCsl Y BCeX MALMEHTOB C 3TUM 3aboJieBa-
HUEM, CJTy>KaT MO3KeYKOBast aTaKCUsl, IU3apTPHUsI U Teje-
aHruskTasuu. HeBposornueckasi cMMIITOMaTuKa MMeEET
MPOrpecCUpYIONINii  XapakTep: C TeYeHUEM BpEeMEHU
MOSIBJISIIOTCSI  HETIPOM3BOJIbHBIC JBMXKEHUSI Pa3IuIHOMN
(OopMBbI 1 aMIUIUTYIbl, Pa3BUBAIOTCS TJ1a30/IBUTATEIbHbBIC
HapylIeHUsI, OU3apTpusi, CEHCOpPHAas W JBUTaTebHasl
HeBpornatus. TejeaHrnaKTa3uy JTOKAJIU3YITCsl Ha CKIe-
pax, HEpeAKO — Ha VIIHbIX paKOBMHAX; OTMeEYaeTcCsl
HapylIleHUe MUTMEHTAlUU KOXHW B BUIIE BUTWJIMIO JIMOO
nsiTeH «kode ¢ monokoM». Hapsiny ¢ atum, Gojee yeM
y 70% naluMeHTOB ¢ aTakCcUeli-TeleaHrIKTa3ueil HabIo-
naeTcsi KOMOMHMPOBAHHBI UMMYHOIE(MUILINT, KOTOPBIA
KJIMHUYECKN TPOSIBISCTCS TSDKEIbIMU  MHGEKIMIMU
BEPXHUX U HUKHMX JIbIXaTeJIbHbBIX IMyTei, HEPEAKO MpPU-
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Xaxumosa P.®. u coaem. CpaBHHTC]’IbeII?I AHaJIU3 KIMHUYECKOTO TEYCHHUA aTaAKCUM-TEJICAHTUIKTA3UU Y ABYX cubcoB

BOJIMT K Pa3BUTHIO OHKOJOTMYECKOro 3abosieBaHMs [8].
CucremMaTUYeCKMiI MeTaaHaU3 7 KOTOPTHBIX HCCIIe-
JIOBAaHUI CEeMEWHBIX Cly4aeB aTaKCHU-TeJIeaHTIKTa3Uu
BBISIBUJI CHUIKEHUE TTPOIOJIKUTETbHOCTH XXKU3HHU Y HOCH -
teneid myrauuu reHa ATM wu3-3a pa3BUTHSI OHKOJIOTUU
(paK MOJIOUYHOM 3KeJie3bl M paK KeJyI0YHO-KHUIIEYHOTO
TpakTa) ¥ UllIeMU4ecKoit 0oie3Hu cepana |[3].

AHanM3 COOCTBEHHOTO OIThITa BEJCHUS TaleHTOB
C arakcuei-TeJeaHrIKTa3uel IoKa3aJl, 4YTO BO3pacT,
B KOTOPOM JeOIOTUPYIOT OCHOBHBIE KJIMHUYECKHE CHM-
MTOMBI (MO3XEYKOBasi aTaKCUsl, TeJeaHTUIKTa3Ms), CTe-
MeHb TSKECTU TeYeHUs] 3a00JIeBaHMS, BBIPAXKEHHOCTh
nedekra UMMYHHOW CHUCTEMBI pa3IMyaloTcs y pPa3HbBIX
oonbHBEIX [9, 10]. Ilpm muHAMMYECKOM HAOIIOICHUN
y IBYX M3 OMKMCAHHBIX B paboTax MallMeHTOB MPUYMHOMN
JIETAJIBHOTO HMCXOAa ObLT TSDKEIbI MMMYHOAE(UILINT,
KOTOPBI TIPOSIBIISIIICS CUHOMYJIBMOHAJIBHBIMA WH(EK-
HUsAMU; Y 3 U3 5 TTalMeHTOB pa3BUJIOCh 3JI0KAYECTBEHHOE
HoBooOpa3oBaHue (B 2 ciydyass — JuMorpaHyjieMaros,
B 1 — B-kneTounas numdpoma).

C 1enplo CpaBHUTEIBLHOTO aHajin3a KIMHUKO-MM-
MYHOJIOTUYECKMX OCOOEHHOCTEN TedeHUs 3a00JieBaHUSI
MPUBOIUM ONMCAHUE KIMHUYECKUX CIy9aeB M KIWHU-
KO-MMMYHOJIOTUYECKUX OCOOEHHOCTEM TeYeHUs arak-
CUM-TEJICAHTUAKTA3UN y IBYX POOHBIX cecTep (crap-
mas cectpa O., B Bo3pacte 21 roma, mutammas — A.,
5 7er) ¢ Bepu(PUUIMPOBAHHBIM TWArHO30M IMEPBUYHOTO
UMMYHOIe(UILINTa, aTaKCUM-TeJIeaHTUAKTa3uu. Jluar-
HO3 YCTaHOBJIEH C TIPUMEHEHUEM OOIIEIPUHSATHIX METO-
JIOB JIMAaTHOCTUKM, B TOM YHCJIE WUMMYHOJOTHMUYECKUX
U MOJIEKYJSIPHO-TEHETUUYECKUX HCClIeJoBaHuil (J1a0o-
patopusi JHK-gmarHocTukyn Mennko-reHeTUIecKOoro
HaygHOro IieHTpa; Poccmiickast meTckasi KIMHHMYECKast
OosibHHMIIA), B TIEpBOM ciydae B Bo3pacte 4 yier 10 mec,
BO BTOPOM — B Bo3pacTte 1 roza (1o MosiBIeHUsT KIMHIYE-
CKUX CUMIITOMOB). MMMyHoJornueckoe ooOcieqoBaHue
BKJTIOYAJIO aHAJIN3 KIMHUKO-aHAMHECTUYECKUX TaHHbBIX,
Pe3yJbTaTOB MCCIeIOBAaHUS UMMYHHOTO CcTaTtyca ¢ Ipu-
MeHeHueM TecTtoB | ypoBHs ((heHOTMIIMpPOBAHUE JIUM-
(oimToB, oOIpeneIcHUe COAECPKAHMUS CHIBOPOTOUYHBIX
UMMYHOTJI00yIMHOB A, M, G, OT/IeJIbHBIX KOMITOHEHTOB
CHCTEMBbI KOMILUIEMeHTa, (harouuTapHON U OKMCIUTEb-
HO-BOCCTAHOBUTEJIBHON ~aKTUBHOCTU HEUTPOMUIIOB).
C 1enpl0 XapaKTepUCTUKU CTETIEHM TSKECTU aTaKCUU
Hamu ucnojb3oBaHa mkana BARS (Brief Ataxia Rating
Scale), KoTtopass peKOMEeHIyeTCsl il ObICTPO OLIEHKU
aTakCUW M YYMTBIBAeT B OayljlaX CTeNeHb HapyIIeHUS
OCaHKU U TIOXOOKH, BBIPAXKEHHOCTb AM3apTPUU, TIa30-
JIBUTATEJIBHBIX HapyIIeHU (MaKCUMaJlbHOe YUCIO Gay-
JioB 30, 4TO cCOOTBeCTBYeT Tsikenoit arakcuu) [11]. OnHo-
BPEMEHHO C BTUM [UJII COBMECTHOM OIICHKU aTaKCUu
U JPYIMX CHUMIITOMOB, TaKMX KaK O3KCTparvMpaMUIHbIC
paccTpoicTBa, MPUMEHSUIUCH IIIKAJIbI, alalTHPOBAHHBIC
NI CUHApPOMa aTaKCUM-TesleaHruakrasuu [12].

Knunnueckoe naomonenue 1. CorjmacHo aHaAMHECTH-
YeckKMM JaHHBIM cTrapiias cectpa O. pomuwiach or 1-it
OGepeMEeHHOCTH, MpOoTeKaBIlIei Ha GoHe XKeJle30AehUITUT-

HOIf aHeMUHM, 3aKpuyJalia cpasy, OlleHKa IT0 IKajie Anrap
5 OamnmoB. Macca Ttena mipu poxumenuu 3810 1, mimHa
53 cm. Pocna u pasBuBanach 10 1 roma COOTBETCTBEHHO
BO3pacTy: Hayaja CaMOCTOSITEJIbHO CHUIeTh ¢ 6 Mec,
XOmUTh — ¢ 9 Mec. [Io yCTaHOBJIEHHS AUArHO3a aTaKCHU-
TeJeaHTUIKTAa3U1 BaKIIMHUPOBAHA IO KaJIeHIapIo, B TOM
YKCJI€ XUBBIMU BaKLMHAMM, MOCTBAKLIMHAJIBHBIX peakK-
11 1 OCJIOXKHEHMI He oTMedaynochk. B Bo3pacrte 1 roma
2 MecC pOoAMTEM OOpaTW/ii BHUMaHKWe Ha IMolIaTbIBaHUE
MpU XOAb0E, HETOYHOCTD TIPU JABMKEHUSIX PYK, B CBSI3U
¢ 4yeM 00paTUIMCh K IeTCKOMY HeBpoJiory. [Tocie obce-
JIOBaHMS JIeBOYKA HAOJI0IaIach HEBPOJIOTOM C KJIMHUYE-
CKHM IMaTHO30M «IIeprHaTaIbHAs MaTOJIOTUSI TOJIOBHOTO
MO3Ta B BUAE MO3XEYKOBOM HEIOCTATOYHOCTH», MOJIY-
yaja JiedeHre, B TOM Yicjie HEeOMHOKpaTHbIe KypChl pea-
ommmranun, 6e3 addekra. KimmHudeckue IposIBICHUS
MMMYHHOU HEJIOCTaTOYHOCTH IeOI0TUPOBAIM B BO3pacTe
2 1et 6 Mec U 10 4 JIET MPOSIBIISUINCH TTOBTOPHBIMU TSTKE -
JIBIMU BUPYCHO-0aKTeprabHbIMU 3a00sieBaHusiMU JIOP-
OpraHoB (TraiiMOPUTHI, OTUTHI) W IbIXaTETbHON CUCTEMBI
(TpaxeuThl, JIApUHTOTPAXEUT, OPOHXUTHI, MTHEBMOHUN).
WMeHHO B CBSI3UW C PELMIUBUPYIOIIUM HMHOEKIIMOH-
HBIM CHHIPOMOM peOeHOK ObIT HamlpaBjIeH MeauaTpoM
Ha KOHCYJIBTALIMIO aJUIeProJiora-MMMYHOJIOTa, KOTOPbIiA
MPEATIONOXWI  HaJIMUKMe TIEPBUYHOTO WMMYHOIeDU-
LIUTa B COYETAHWM C HEBPOJOTUYECKOM CUMITTOMATH-
KO M PEeKOMEHIOBaJI He TOJBKO OIpelneeHre YPOBHS
anbda-deronporenHa, HO U aHaIU3 MMMYHHOTO CTa-
Tyca. [To pe3yiasraTaM UMMYHOJOTUYECKOTO HMCCIIeI0Ba-
HUST BBISIBIICHBI BhIpaKeHHbIE HApYIICHUS KaK KJIETOY-
HOTO, TaK ¥ TYMOPaJIbHOTO 3B€HbEB UMMYHHOI CUCTEMBI.
Y manueHTKM OTMeYajoch CHIKEHHE abCONIOTHOTO
KOJIMYEeCTBA TIOMYJISIUMUA W CcyOomomyasuuii  aumdo-
uutoB (Mumdoruro CD3+, CD4+, CD8+, CD19+),
NK-xierok (CD16+/56+), THITOUMMYHOTTIOOYTMHEMHUST
MO0 BCEM KJjaccaM, CHIDKEHHME (aroluuTapHON aKTHB-
HocTU HeiTpoduiioB. [ToydeHHbIE pe3yabTaThl B COBO-
KYITHOCTH C KJIWHUKO-aHAMHECTMUECKUMM JaHHBIMU
MOCTYXWIM OCHOBAaHMEM [UIsl HaIpaBlIeHUs pebeHKa
Ha MOJIEKYJIIPHO-TEHeTUYECKOe MCCIIeOBaHUE C IIEJIbIO
Bepu(UKALIMM OMarHo3a TEPBUYHOTO WMMYyHOIeDU-
uTa. MoJeKyIsapHO-TeHeTUYECKOe UCCIeIOBaHNE MTPO-
BelleHO B Bo3pacTe 4 yieT 10 Mec ofHOBpeMEeHHO ¢ o0cIie-
JIOBAaHMEM POIUTENIC IO TMOJUMOPGHBIM MapKepaM,
cuerieHHbIM ¢ reHoM ATM. CorjnacHO MoOJIyYeHHbBIM
pe3yabraTaM 00a pOIMTENIS SIBISIOTCS TeTEPO3UTOTHBIMU
HOCHUTEISIMA MyTaHTHoro reHa ATM, pebeHOK — romo-
suroteH. Cembe ObUTa PEKOMEHIIOBAHA B MOCJIEIYIOIIEM
MpeHaTajabHast JMarHOCTHKA.

Knunnueckoe HaOaomenude 2. Mianiasg cectpa A.
poanunach OT 4-ii  OepeMEeHHOCTH, IMpoTeKaBllei
06e3 ocobeHHOoCTel (2-51 U 3-51 — 3M0POBbIE MAIBYUKHU),
CpouHBIX pomoB ¢ maccoit 3200 r, muHoit 53 cm. Ilpe-
HaTaJbHasl ITMarHOCTMKAa He MPOBOAWJIACH (pelleHue,
MPUHSITOE POIUTEISIMU), MOJEKYISIPHO-TEHETUIECKOE
HcciIeaoBaHNe TTPOBeIeHO B Bo3pacTe | roma (0 MOsIB-
JIEHUsT KJIWHWYECKUX cuMIToMoB). Ilo pesynabratam
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KJIMHUYECKOTO 3K30MHOro cekBeHupoBaHust JIHK
BBISIBJIEHA, KaK y CTapllieil CECTPbl, TOMO3UTOTHAsI MyTa-
1ust B 9k30He 5 reHa ATM (chr11:108106510ATTCT>A),
paclieHeHHas Kak MaToreHHas. B omiumuue oT crap-
el MUHUMAaJIbHbIE TIPU3HAKM MO3XKEUKOBOW aTaKCUU
y MJIaJIIIel CECTPhbl POAUTENIN 3aMeTWIN Oinke K 1 romy
6 Mec. 1o aTOro Bo3pacTta pa3BUTHE IEBOYKU HE OTIM-
4aJioCch OT TAKOBOTO Y CBEPCTHUKOB, HE BaKIIMHMPOBaHA
¢ poxneHus (0TKa3 ponuTeeit).

IlepBbIii 3MM301 OCTPOI PECIIMPATOPHOI BUPYCHOM
nH(pEeKI Habmogaacs B Bo3pacTe 7 Mec, 10 HacTOsI-
ILIEr0 BPEMEHU YacTOTa OCTPBIX PeCIIMPATOPHBIX BUPYC-
HBIX MH(EKIMI COCTaBsIeT 10 4 pa3 B rofl, OTMEYaJIuCh
2 snu3oja ocTporo OpoHxuTa U | 3MM307 JapUHTOTpa-
xeuta. MccneqoBaHue MMMYHHOTO cTaTyca, MPOBEICH-
HO€ HEOJHOKPATHO 3a BpeMsl HaOJIOACHMS, BBISIBUIO
CEJIEKTUBHBIN AeULMT UMMYHOIJIOOYIMHA A TIpU HOP-
MaJIbHOM  COJEPXAHUM HMMMYHOTJIOOYJIMHOB JIPYTUX
KjaccoB B chiBopoTKe KpoBu (ot 30.01.2020 r: IgA — 0,
IgM — 1,37 mr/ma, IgG — 8,29 mr/mo).

0GcyxaeHue

AHanu3 rokasajl, 4To B 000ouX ciydasix 3a0ojieBaHME
MaHU(ECTUPOBAJIO B BO3pacTe A0 2 JIeT U XapaKTepu-
30BajJIOCh TIOSIBJICHUEM HEBPOJOTUYECKUX CUMIITOMOB,
YTO COOTBETCTBYET TEUEHUIO «KJIACCMUECKOTO» BapUaHTa
aTakCUM-TeJleaHraKTa3uu. OgHAKO y MIIaieil CecTphbl
M0 CPaBHEHUIO CO CTapllieli OTMEYeHO OoJjiee T03aHee
TMOSIBJICHNE HEBPOJIOTMYECKUX CUMIITOMOB. B mociemyio-
IIEM CPaBHUTENIbHBIN aHAI3 CBUIETEIBCTBYET O CXOTHOM
TeYeHUM 3a00JIeBaHUS A0 S5 JIET: TIPOrPecCUpPOBaHNE MO3-
SKEUKOBOI aTaKCUM, HapyLIEHUsI pe4M, TIOSIBJICHUE Telle-
aHruaKTasuii. HeoOXomuMo OTMETUTh, YTO IO Pe3yJib-
TaTaM MCCJIEHOBAaHMI y cTapiieii cecTpbl B Bo3pacte 19
jer (2018 1) BbIsIBIeHA aTpodusi YEpBs W TIOJNyLIApUit
MO3XeuKa, YTO 3aKOHOMEPHO TP JaHHOM 3a00JIeBaHUU.
C 10 sier O. 3aBrCHMA OT UHBAJIMIAHON KOJISICKU. Y MJIaji-
el CecTpbl aHAJOTMYHbIE M3MEHEHUSI OTCYTCTBYIOT,
JIeBOYKa aKTHBHA, CAMOCTOSITeJIbHA, afalTUPOBaHA.

JuHamMyKa HEBPOJIOTMYECKUX CHMIITOMOB, OIle-
HEHHasl OJJHOBPEMEHHO Y CecTep B BO3pacTe 110 5 JieT,
aHajiornyHa. B Hactosiiiee BpeMsi MIianiiasi cecrtpa,
KaK M cTapliiasi B 3TOM BO3pacTe, XOAUT 0e3 MOIIePKKH,
OTMEUaeTCs ITU3apTPUsl JIETKOM CTEIeHM, TJIa30[BHTa-
TeTbHBIX HapylleHuii HeT. IlporpeccupoBaHue HEBPO-
JIOTUYECKOI CUMITOMATUKM C TEUEHUEM BPEMEHU OTpa-
JKaeT CpaBHUTEJIbHAS OIIEHKA TSIKECTH aTaKCUU 110 IIKaJIe
BARS: y crapuieii cectpbl — 28 6ayuioB (BBILIE CPEIHUX
3HAYCHUI 11T OOJIbHBIX €€ BO3pacTa, CBHMIETEIbCTBYET
0 TSDKEJIOM BapuaHTe aTaKCHUM); y MJafiiieir — 8 6auios,
YTO YKJIagbiBaeTcs B cpenHue 3HauyeHus [10]. [To pe3ynb-
TaTaM OLEHKH COCTOSTHUS TTAlIMEHTOK C UCITOJIb30BaHUEM
aJanTUPOBAHHOM JJIsI CUHIPOMA aTaKCUH-TeJIeaHTH-
SKTa3MM IIKAJIbI: COCTOSTHUE MJIAIIEH CeCTPhl COOTBECT-
BYET «MSITKOMY» TEUYEHUWIO aTaKCWUU, CTaplieii — O4YeHb
TsikesioMy TedeHuto [12]. Takum oGpa3oMm, BbISIBJICHHBIE
C TIOMOIIBIO INKaJ pa3indus MOXKHO Ha3BaTh BIIOJHE

KJINMHUYECKUE CJ1YHAU

JIOTMYHBIMM, TIOCKOJBKY XapaKTepU3YIOT TIPOrpecch-
PYIOILIMIA XapaKTep MO3KEeUKOBOI aTaKCUU Y TAllMeHTOB
C JaHHbBIM 3a00JIEBAHUEM.

H3BecTHO, 4TO IJIsT OOJBHBIX aTaKCUel-TeJeaHTH-
9KTa3Weil  XapakTepHO TIOBBILIEHHOE  COAepKaHMe
ambda-deronporenHa B ChIBOPOTKE KpoBU. B HacTos-
Iee BpeMsi MPUYMHA TaKoro (peHoMeHa He YCTaHOB-
seHa. TeM He MeHee 3TOT J1abOpaTOPHBIN IMOKa3aTelb
KaK JIOCTYITHBIM METOJ JMArHOCTUKU pPEKOMEHIYETCS
HCTIOJIb30BaTh B KavyecTBe AUMGEepeHINaTbHO-IUarHO-
CTUYECKOTO KPUTEPUST IO TMPOBEACHUS MOJIEKYISIPHO-
TEHEeTUYECKOro 00C/Ie0BaHUs TMallMEHTa C MO3XKEYKO-
Boil arakcueil. Kak mokaswiBaloT HaOmoaeHus, y 95%
MallMeHTOB C aTaKCUel-TelleaHTMdKTa3ueil ypOBeHb
anb@da-(PeTorpoTeHa OCTAETCS BHLICOKMM IIOCJIE IBYX-
JIETHETO BO3pacTa, B TO BpeMsl KaK y 3IOpPOBBIX IeTeit
OH CHIXaeTcd K 18 Mec Xu3HU. DTO ITOATBEPKIACTCS
U B HaIlUX KJIMHUYECKMX ciydasix. [1pu obciienoBaHun
crapleil cecTpbl B Bo3pacte 4 JieT ObLI BbISIBJIEH BBICO-
KWii ypoBeHb ajibda-deronporenHa (116,7 ME/mi).
ConepkaHue ajibtha-(peTonporerHa B CBIBOPOTKE KPOBU
y Miaaiieit cectpel B Bo3pacte | roma 8 mec cocra-
Buio 135,3 ME/mn (npu Hopme menee 12,0 ME/mn),
B JaJbHEWIIIEM OTMEYaIOCh €ro MOBBIIIEHNE: B 2 Tofa —
192,3 ME/mn, B 4 rona — 333,8 ME/miu. B ananusupye-
MBIX HAMU KJIMHUYECKUX CIIydasX MHTEPECHO pa3jInuue
10 KOHIIEHTpallMM ajb(ha-(heTonpoTerHa B CHIBOPOTKE
KpPOBHM y CTapllieil U MJIaJllIei cecTep B Bo3pacte 4 JeT:
116,7 ME/ma u 333,8 ME/Mn cooTBecTBeHHO. BHISIBUTH
B3aMMOCBSI3b TaKOTO BBIPAXKEHHOTO pas3indus YPOBHS
anbda-deTonporenHa U KIMHUYECKON KapTUHBI 3a0051¢e-
BaHUs y TALIMEHTOK He MPEACTABIISIETCS BO3MOXHBIM.

NmmyHHas HEIOCTaTOYHOCTb, HaOoaaemMast
y MMallMEHTOB C aTaKCHEH-TeJleaHTUIKTa3ueil, o0CyI0B-
JieHa neeKTOM CHHTe3a UMMYHOTJIOOYJIUHOB OTIEIb-
HBIX KJIacCOB (B OOJIBIIMHCTBE CydyaeB HaOJto1aeTcs
CEJICKTUBHBIN 1e(ULIUT UMMYHOIJIO0yJIMHA A TIpU HOP-
MaJIbHOM COJIEPXXaHUU MMMYHOTJIOOYJIMHOB JPYTUX
KJ1acCOB WM AeuIuT uMmMyHoriooyanHa G), a Takxe
CHUXEHMEM KOJIMYecTBa M (PYHKIMOHAIBHON aKTHUB-
Hocth JuMpounToB. OmnucaHHble AedEKThl Jiexar
B OCHOBE KJIMHUYECKUX TMPOSIBICHUI TaK Ha3bIBAEMOTO
MHMEKIMOHHOTO CUHAPOMAa, KOTOPBIN TPOSIBISICTCS
yalle BCeTo PelUAMBUPYIOIIUMU UHOEKIUSIMHA PECII-
paropHoro TpakTa [3, 13].

ITpoBeneHHbBIIT HAMU CPAaBHUTEIbHBIN aHAIN3 KIMHU-
YECKOTO TeYeHUsT UMMYHHOI HEIOCTATOYHOCTH Y CecTep
B BO3PACTHOM TMEPUOJE 10 5 JIET BbISIBUII HEKOTOPBIE OTIU-
yus. UMMyHHBIE HapylIeHUsI B COUYETAHUU C PELIMINBHU-
PYIOIIMM MH(MEKIIMOHHBIM CUHIPOMOM Y CTaplIeil CeCTPhI
MOTPeOOBAIM TIEpeCMOTpa TaKTUKU JICYEHUST U pellle-
HUSI BOIIPOCa O TIPOBENECHUM 3aMECTUTEIbHOU Tepartmu.
C 2004 r. maleHTKa moJiy4aeT 3aMEeCTUTEJIbHYIO Tepariuio
BHYTPUBEHHBIMU WMMYHOIJIOOYJIMHAMU, YTO ITO3BOJISICT
B HACTOsIIee BpeMsI KOHTPOJIUPOBATh TedeHUe MH(DEK-
LIMOHHOTO CHUHIpOMa W TIOMIEPXMUBATh TpeTpaHchy3u-
OHHBIIl ypoBeHb MMMYyHorooynmmHa G 6omee 6,0 r/1
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Xaxumosa P.®. u coaem. CpaBHI/ITeJIbeIfl AHaJIU3 KIMHUYECKOTO TEYCHHUA aTaAKCUM-TEJICAHTUIKTA3UU Y ABYX cubcoB

(ot 31.01.2020 r.: IgA — 0,53 mr/mi, IgM — 0,7 mr/mi,
IgG — 9,6 mr/mu). Yacrora BBemeHHUS] BHYTPUBEHHBIX
WMMYHOTJIOOYJIMHOB cocTaBisieT 1 pa3 B 4 Hell B MOIEP-
xuBatolein 1o3e 0,4 r/kr macchl Tesna Ha Kypc. [1obou-
HBIX peakliMii Ha BBeICHUE IMPErapaToB HE OTMEYasoCh.
HeobGxomnmMo OTMETUTBH, YTO C MOAPOCTKOBOIO BO3pacTa
TedyeHre 3a00JIeBaHMS Y CTapIIeil CeCTPhbl OCIOXKHSIIETCS
nvcarueit, KoTopasi IPUBOAUT K TTOBTOPHOI acTIMPAIINH,
YTO TAaK3Ke MOXKET OBITh ITPUYNHOM 3a00J1€BaHII pecIipa-
TOPHOW CUCTEMBI.

OOpaniaeT BHUMaHME OoJiee OJaronpusiTHOe Teue-
HUe WHMEKUMOHHOTO CHUHAPOMA y MIJIAIIIell CeCTphI.
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