1 3a0anue

PebOenok B Bo3pacte 1 roga. Ponuiicst oT MOJIOABIX U 3I0POBBIX poauTelieil. HaciencTBeHHOCTh CO CTOPOHBI
OTIIa HE OTATOIICHA. Y POJCTBEHHUKOB MEPBOM JIMHUU POJICTBA - 0A0YIIIEK U JIETYIICK TaKKE HE BBISIBJICHA
NaTOJIOTHSI CO CTOPOHBI KPOBETBOPHOU CUCTEMBI. B aHaMHE3€ y MaTepu MaJIbMMKa OTMEUAETCS MOSIBJICHHUE
CIIOHTAHHBIX CUHSIKOB Ha Tesie. PeOEHOK OT mepBoi OEpEeMEHHOCTH, KOTOopasi MpoTekaia Ha (poHe aHeMuu |
CTEIEeHH, TecTo3a. B nepBom TpuMecTpe OEpEeMEHHOCTH Y MaT€pU OCTpas peCuparopHO-BUPYyCHAsI MH(EKIHUS,
po3oBbIi umai. Cpounslie pojasl B 40 Henelnb OepeMeHHOCTH. Pouiicst 310poBbIi Maabuuk ¢ Maccoit 3720 r.,
poctoM 54 cM. [lepBbie MecsAIbI )KM3HU 4acTO 00JIeJ1 MPOCTYAHBIMU 3a00JIeBaHUSIMHU (OpOHXUT, OPOHXUOJIUT,
nHEeBMOHUS ). [IepBbie €IMHUYHBIC 2JIEMEHTHI TeMOpparadeckoil ChIli Ha JINIE PEOCHKA POIUTEIN 3aMETHIIH
Bo3pacTte 1 mecsiia, He MpuaB ATOMYy 3HadeHUs. BriepBrie, B Bo3pacte 1,5 mecsiie, 3a6onen OP3, nmoayuun B/M
aMITUIUWIUIUH, (P dexTa He ObLIO, Kallleb YCUITUIICS, MPUCOSIUHIIACH O/BIIIKA, IOBBICKIIACH TEMIIEpaTypa Tea
10 38°C, peOeHOK ObLIT TOCIUTAIM3UPOBAH B CTALIMOHAP C JUATHO30M: OCTPbIA OPOHXHUOIUT, CPEHEN CTEIICHU
TskecTH, JIH 2 crenenu, rae Haxoauiics B TeueHue 14 naei. IIpu noctyninenun y peOeHka oTMedaauch
OOMJIbHBIE TEMOPPArnYECKUE MEJIKOTOUCUHBIE BHICHINIAHUS IO Bcemy Teny. [IpuyeM, Haxoasch B CTalimoHape,
OTMEYaI0Ch YCUJICHUE FEMOPPAruyeCKoro CHHAPOMA MO CMEIMIAHHOMY THITY — CUHSIYKOBO-TIETEXUATBHOMY,
MOSIBJICHUE KPOBU B CTYJIE B BUJIC OOMJIbHBIX BbIICICHUNA. TPpOMOOIIUTHI ITPU MOCTYIJIEHUH COCTABUIIN
195x10/9/71. XoTa mo OpOHXO0JIETOYHOM MATOJIOTUH OTMEUAJIACh MTOJOKUTEIbHAS JUHAMUKA, HO YUUTHIBAs
YCUJICHUE TeMOPParun4ecKoro CuHapoma (reMaToMbl B MECTaX UHBEKIMI, ajiasi KpOBb B CTYJIE), ObLIA
IPEAINONIOKEHA MO3THSIS TeMopparudyeckas 0071e3Hb HOBOPOXKICHHBIX U caenaH ButamuH K., Ho addekra He
ObLIO.



CocTosiHre peOeHKa yXyAIIaaoCh, OCMOTPEH I'€MaToJI0TOM, KOTOPBIM C/IEIaHO 3aKIFOUCHHE:
CUMIITOMaTHYECKask KoaryionaTus, aHeMus | cTerneHn, HOpMOXpOMHasi, CMEIIIEHHOM ATHOJIOTHHU.
CocrosiHuEe peOeHKa 0CTaBAJIOCh 0€3 MOJIOKUTEIbHOM JUHAMUKHU. TPOMOOIIMTEI B OOIIIEM aHAIU3e
kpoBHu (OAK) caHusuiuce 10 128x10/9/n.11oaToMy peOeHOK ObLI ITepeBeIeH IS JOOOCISI0BaHUS U
nedyeHus B [IMuP (uentp marepu u pedeHka) r. YcTb-KameHoropcka c npeiBapuTesIbHbIM IUAarHO30M:
reMopparndyeckuid nuare3. Hacinenactsennas tpomoonuromnarus (bonesns bepnapa-Cynbe?).CocTosiHrE
OBLIIO OLICHEHO, KaK TSKEJIOE 33 CUET BBIPAKEHHOIO reMOpparndeckoro CUHApomMa. TpoMOOIUTHI B
OAK pe3ko ynanu g0 39x10/9/11, no moBoay 4ero moaydus nepesimBaHue mia3Mbl, IPEIHU30JI0H,
TpoMOoMaccy. COCTOSHHE OCTABAJIOCh O€3 yIIydllIeHUs. Y YUThIBAs THKECTh COCTOSHUS PEOEHKa,
BbIPAYKCHHBIM HHTOKCHUKAIIMOOHBIM CHHPOM, JIEUKOLIMTO3, yecKopeHHOoe COD, aHeMu1o,
renacrjeHOMETalnio, BRIPaXKEHHBIM reMOpparudecKuii CHHAPOM, KOXKHBIN (0OMJIbHAS MO0 BCEMY TEITy
neTexuaabHas Chblllb, MECTAMU IT'€MaTOMBI), TPOMOOIIMTOIICHHUIO B aHAIN3aX KPOBH, IO )KM3HEHHBIM
NOKA3aHUSIM, C KITMHUYECKUM quarHo3oM: [lepBuunbiii uMMyHO1€(DUIIAT, CUHIpOM BrckoTTa-
Onapuua, peOeHOK ObLII HAPaBJIEH B OHKOT€MaTOJIOTUYECKOE OT/ICJICHUE «HH]I_)[MI[» (HaLMOHAIBLHBIN
Hay4HBIN LIEHTP MaTepu U peOCHKA)I. ACTaHbI JJI1 NPOJIOIKEHUS JiedueHUsl. PEOEHOK ITPOIOIKIIT
neyenue B AO «HHL[IID\/II[» C JUArHO30M: BPOXKJICHHAS] aMerakapuoluTapHas TPOMOOLIMTOTICHUS.
TpoMOoLuThI 1pu nocTyIieHn: coctanisiiv 73x10/9/n. IIpoBeneH 3a00p KOCTHOTO MO3Ta



MuenorpaMmma: MyHKTAaT KOCHOTO MO3Ta OOMILHOKJIETOUHBIN, MOJTUMOP(HBINA. [ paHyI0IIUTapHBIN POCTOK
TUIIepIIa3upOBaH, UACT 3aJePrKKa CO3pEBaHU HEUTPODUIOB, OTMEYAETCS] TOKCUTCHHAsI 3€PHUCTOCTh
HEUTPOPHUIIOB, YBEIMYEHO KOJIMYECTBO MOHOIIUTOB. DPUTPOUIHBIN POCTOK CYXKEH C 3aJICP>KKON CO3PEBaHUSI.
MerakapuonuTsl €TUHUYHBIE, TTPEJCTABICHBI B OCHOBHOM 3pebIMU (hOpMaMHM, C €AMHUYHON OTIIHYPOBKOM
TpoMOOIIUTOB. Kasl Ha CKpBITYI0 KPOBb — MOJIOKUTENbHBIN.Cian aHanu3 Ha JIHK auarnoctuky BpoXKIeHHOM
TPOMOOIIUTOINIEHUHU — MTOUCK MyTaluu B reHe MPL. [1o naHHBIM pe3ynbTaTOB aHAIM30B Nepu(PepruIecKor KpOBU
KOJIMYECTBO TPOMOOIIMTOB, Ha (POHE JICUEHUSI, OCTABAJIOCH JIOBOJIbHO HU3KHUM, TIpeeibl KojieOaHu ObLIN OT
18x10/9/n, 22x10/9/1 no 59,8x10/9/1, 66,7x10/9/n1. Kak BugHO U3 pe3ynbTaroB HaOmoAeHUs, 3G (EKT OT JedeHuUs
OBbLT BpeMEHHBIM. JISHKOIIUTHI, B TEYCHHE BCEro nepruoja 00ae3HH, Ha (OoHE MPOBEACHUS aHTHOAKTEPHUAIHbHOM
Tepanuu, Kojiedanuce B npeaenax ot 8,7x10/9/n, 10,4x10/9/m no 15,9x10/9/1, 19,1x10/9/a. CO3 cocrapnsna 45 -
57 mm/gac. [TokazaTenu KpacHON KPOBH, TaKKe, HECMOTPS Ha TPOBOJAMMOE JICYEHHUE, OCTABAIMCh Ha HU3KOM
YPOBHE, TaK, COAEPKaHUE TeMOTI00MHa Kojaebanoch B npeaenax ot 70 r/m, 85 r/n no 96r/1, 99 r/n, conepxanue
APUTPOLUTOB cOCTaBIsLIO OT 2,96x10/12/1 1o 3,15x10/12/1 cooTBeTCcTBEHHO. Bpems cBepThIBaHHSHE U3MEHSIOCH:!
3 muH.20 cek. — 3 muH. 40 cex.Koarynorpamma: MHO — 0,93, I10- 0,94, I1B — 12,7, pubpunooren — 4,44 1/,
tpomboTecTVI, AIITB — 35,7, tpomOunoBOE BpeMst 14,4, POMK — 4,0. I1LIP (monumMepasHas 1ienHas peakiiys) Ha
[IMBMU (1iuTomMeranoBupycHYy0 HH(MEKIIMIO) Jlajia MOJOKUTEIbHBIN pe3ynbrar. Y31 opranoB OprOIIHOM MOJIOCTH,
MOYEK: IXONMPU3HAKU HEBBIPAXKEHHOM I'€NaToCIICHOMET 1.



3 3eBa BeicestHbI rpuObl — Candidaalbicans, u3 Hoca - BeicesiH Citrobacter. KpoBs Ha
UMMYHHBIN cTaryc —auM@ouutsl: 3,15x10/9/1, T-mumdonnter; CD3-33% (1,03
XlO/g/J'I) , CD4-26% (0,81), CD8-9% (0,28), CD4/CDg-2,8, CD20- 10% %),31),
CD16-15% (0,7), U”TMJI (®I'A) -6%, darounros 36%, ¢ar. unucio 2,2, U3D 1,4,
UK 83,6, rerepodunbubie anTutena 1:2. 3aKito4eHNe: CHUAKEHUE OTHOCUTEIBHOTO
yuciia T-o0mux aum@onnuToB U otBeTa B PTMJI.OcMOTpeH NHDEKITMOHUCTOM —
octpas resepanuzosaannas [IMBU, pennukarusHag (asa, 1epMaToaorom —
aTOIMMMYECKUU JEPMATUT, UMMYHOJIOTOM - CUHApOM BuckorraOmnapuya. B Actane
PEOEHOK PETYIIAPHOICUNIICS B TEUEHUE 7-MHU MecALEB. TaM ke HEOAHOKPATHO,IT0
*KU3HECHHBIM MOKa3aHUM, MOJy4dal FTeMOTPAHC(PY3HUHU: S3PUTPOLUTAPHON MACChl,
TPOMOOKOHIIEHTpaTa (TPOMOOLIUTHI a@epemme?. OPMOHAJIbHOE JICUCHUE:
IPEIHU30JI0H M0 CXEME: 2MI/KI/CYTKHUC MMOCTENEHHBIM CHMKEHUEM KaXKAbIe 5 THEH
o 1 mr. 3a BpeMs HaOJIIOAECHUS TIEPEHEC OCTPBIM OPOHXHUT, IBY CTOPOHHIOIO
BHEOOJbHUYHYIO ITHEBMOHMIO C 3aTSKHBIM TEUEHHUEM U IIPH HEMIOJIHOM Pa3pelIeHUH,
JIH (npIxareabHOM HEIOCTATOYHOCTH) 1-2 CTENEHU, OCTPbIM JTEBOCTOPOHHUN OTUT



[loaTOMy, MapajuieibHO OCHOBHOM TEPAIIUH, TTOJIYUYNUIT CEPETUI, ALIUKIIOBUD,
aMOpoOeHE, BEHTOIMH, HEOLIUTOTEKT, ITYyJIbMUKOPT,0MCENTON,3PTOQEpOoH,
AHTUOWOTUKHU %aMOKCHKJ'IaB, e TPUAKCOH, TEHTAMUILIVH, [TUIIPOKC, MepornieHeM ). Ha
Y3/ opraHoB OPIOIIHOM MOJIOCTHA MPU3HAKHK I'€IIAaTOMETAINM, TTOJTy4dal
renarorpoTeKTOphl, KpeoH.KpoMe Toro, B iedeHUH Obla UCITOJIb30BaHa
AHTUTEMOpPpArndeckasl 1 reMoCTaTU4ECKask TePaIus, METUITYyPALlUIOBbIE CBEUH,
TUIUHOH. [IpoTHBOBUPYCHBIE MpEnapaThl HA3HAYAINUCH O IIPUMEHIEMbIM CXEMaM

IUMEBEH, mpoTediia3uH, BUPEPOH). AHTUTHCTAMHUHHBIC CPEJCTBA (302K,

CHUCTHJI, CYIIpacThH). B HacToslee Bpems: o01Iee cOCTOsIHME PEOCHKA TSHKEJI0€
110 OCHOBHOMY 3a00jieBaHUI0. FIMeeT MeCTO aHEMUUYECKUI, THTOKCUKALIMOHHBIM,
reMopparudeCcKuil CHHApPOMBI. KoskKHbIE TTOKPOBBI OJIEAHOM OKpacKH, KO)Ka Ha OIIYIIb
cyxasi, 0OOWJIbHbIC TeMOPpParuuyeCcKrue MEJIKOTOYECYHbIC ETEXHAIbHBIC BBICHIITAHUS 110
BCEMY TEJIy, MECTAaMH I'€MaTOMBbI, JJIEMEHTBI MICTYIICHUS U MUKPOTPEIIECHBI B MECTax
CKJIaZIOK, DKXMMO3bI, KPOBb B cTyje. CaMouyBCcTBHE HapylieHo. O0uIbHOE
citoHOoTEeYeHuE. Peakui Kalesnb 3a c4eT MHEBMO(PuOpo3a jJerkux. BeipakeHHbIE
nepuopouTtanbHble TeHU. Cie3oTedueHue. [lokpacHEHHE BEK ¢ 00€UX CTOPOH.
Co3HaHMe ICHOE. ANIETUT CHYKEH. Ha rpynHoM BckapminBaHuu. TeMmeparypa
tena B npeaenax 37-38°C. UCC 110-112 B mun. Y1/ 38-39 B Mmunyty (Ha goHe
preMa CEpETUaA).



[IpaBHIIBHOTO TETOCI0KEHUS, MOHMKEHHOTO TuTanus. @akTuyeckas macca - 8.300r.,
noipkeHcTByromas macca — 10.520r., aepunmut Maccel Teaa coctapnset - 19%. Mmeet mecto
BbIpAKCHHAS! TUIIOTOHMS MBIIII], p€OCHOK HE ITEPEBOPAYMBACTCS CAMOCTOSTEILHO, HE CHJINT,
HE ONMPAETCS HA HOXKKH. KOCTHO-CyCTaBHas CHCTEMA: CYCTaBhl IIPU OCMOTPE HE U3MEHEHHBI.
Ilepudepuueckue TMMQPOY3JIbl — HE YBEJIMYEHBI, HE CHASHBI C OKPYKAIOIIUMHU TKaHSIMHU,
0e300se3HeHHbIe. B 3eBe runepemus. AyCKylIbTaTUBHO: B JIETKHUX JbIXaHUE KECTKOE.
[IepKyTOpHO: ACHBIN JIETOYHOH 3BYK. [1aToIOTMUECKON MyJIbCAlIMU CO CTOPOHBI CEPALIA U
KPYITHBIX COCYIOB HET. TOHBI Cep/illa TPOMKHE, yMEPEHHAA Taxukapaus. IlepkyTopHo:
IPaHUIBI OTHOCUTEIBLHOM TYIIOCTH CEp/lia: BEPXHsS - Ha YpOBHE 2 pedpa, mpapas - 1o
[IPAaBOM MAPECTEPHAIILHOM JIMHUU, JIEBAA - HA | CM KHaApyXHU OT JIEBOM CPEIHEKIIOUNYHOU
nuauu. [leyeHs 1o Kparo peOepHOM IyTH, celle3eHKa He YBeueHa. CUMIITOM MOKOJIauMBaHUS
OTPHULIATEIbHBIN ¢ 00enX CTOPOH. JKHBOT MATKUH, MPH MajbIIaluu 0e3001e3HeHHbIN. CTyi
KalnuIeoOpa3HbIi, KeaToro 1ipera. Mouencnyckanue cBo0ogHoe, 0e3001e3HeHHOoe. B
pE3YJIbTATE TIPOBEACHHOTO MOJIEKYISIPHO-TEHETUUECKOrO aHajin3a B .MockBe, PO, BrIsIBIICHA
nenenusa reHa WASP. BeicTaBiieH OKOHYATEIbHBIN KIMHUYECKHAM JruarHo3:I1epBUYHbIN
nMmmyHoaepuiut. Cunapom Buckorra-Onapuya. ConytcTByromui: Octpas
[IATOMETAJIOBUPYCHASA MHMPEKIIHS C MPEUMYIIIECTBEHHBIM MOPAXKECHUEM T,
reHepann3oBaHHas popma. Aronmueckui nepmarut. OcnoxHenue: [THeBMopnOpo3 BepXHEN
W HUOKHEH JT0W 00euX JIETKUX. AHEMUA [cTeneHn, HOpMOXPOMHAs, CMEIIAHHOTO TE€HE3a.



2 3a0aHue

MoTtuBaLuen UCCICA0BAaHUS IIOCIYKUJIa YHUKAJIbHAS CUTYyallus, KOraa B
OJIHOM CeMbe OBIIO BEIABIEHO TpU cliy4as cuaapoma Jlu [xopmku, B ToM
quciie ObUT OOHAPYKEH FTEHETUYECKUH Je(DEKT Y MAaTePH, Y KOTOPOU
(P€HOTUITMYECKHUX IIPOSBICHUN CHHAPOMA AeJIennr 22 XpOMOCOMEI paHee
BBISIBIICHO HE ObLIO. 1lenbpto uccineaoBanms cTal aHaau3 (PeHOTUIINYSCKUX
MaHHU(pECTAUN Y YICHOB 3TOM CEMbU C CUHAPOMOM aenenun 22ql11.2. beun
IPOBEJICH KIIMHUYECKUN aHaIn3 00JIC3HU, aHAMHE3a KU3HU U T'eHEeaJ 0T UM,
ObLIX MPOBEACHBI OOIIME KIMHUYCCKHUE M OMOXMMHYECKHE UCCIIEIOBaHMS,
clieJIaHpl IMMYyHOTpaMMEI, Y3 TuMyca, IUTOBUIHOM KEJIE3bl, CEPALA U
OPTraHOB OPIOIIHON ITOJOCTHU. BBISBICHO, YTO KIIMHUYECKHUE MPOSBICHUS Y
BC?bX TpEX YEIOBEK U3 CEMbH Pa3IUUYHbI IIPU OJJTHOM U TOM K€ T'€HETHISCKOM
nedexre

https://cyberleninka.ru/article/n/semeynyy-sluchay-sindroma-di-dzhordzhi-sin
roma-dletsi1-22q11-2
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Cayuaiu uz npaxkmuKu
Clinical case

Pezome. MoTHBauMeil HCCIEAOBAHMA MOCAVKMIIA VHHKAILHAS CHTYALIMS, KOIIAa B OAHOM ceMbe OLUIO BEI-
ABAEHO TPM cnyvyuasa cuiLapoaa L JDKop/oai. B TOM uHcie O OOHAPYIXKeH NeHeTHYeCKHE aedeKT v Marepsr.,
¥ KOTOPOH (PEHOTHIITMYECKHMX MPOABJICHHI CHIAPpOMA deflelinH 22 XPOMOCOMBI palHee BLISABICHO He ObLIO.
Llensro McCnenoBaHMsa CTAJ aHanis3 (QeHOTHITHMYEeCKHX MaHrecTal Ml ¥y YWIeHOB >TOM CeMBM C CHHIAPOMOM
neneuny 22ql1. 2. Beisl NMpoBeaeH KIMHMYECKHIT aHaIM3 SOoJie3sH, aHaMHe3a KH3HH M NeHeaAJIOrMH ., ObLLIH
MPpoOBeAeHBI ODIIME KIIMHMYEeCKHE M OMOXMMHMYEeCKHEe MCC/IeOBAHMS ., CAeIalbl MMMVHOrpaMaMbl. ¥ 3 M Tiny-
Ca. HIMTOBMIAHONM XKejie3hl. Cep/lia M OpPraHos OpIoUIHOM NMoNocTH. BESABICHO, YTO KIMHHYECKWME NPOosABiIe-
HHA ¥V BCEX TPEX HEJIOBEK M3 CEMBH PA3IIMYHEBI [TPHM OOHOM M TOM Xe reHeTHUYECKOM aedeKTe.
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Abstract. The work represents a family which includes two siblings with chromosome 22gql1.2 deletion
syndrome. Their mother carries the same chromosome anomaly., but with apparently normal phenotype.
Hence, this interesting case of 22q11.2 deletion syndrome exists in 2 generations of the same family. The aim
of this study was analysis of phenotypic manifestations in the family members with 22g11.2 deletion syndrome.
Clinical examination of the patients, their life story and pedigree and. along with routine clinical and
biochemical analysis, and immune state testing. along with ultrasound imaging of thymus and thyroid glands.
heart and abdominal cavity. We made conclusions that the phenotypic features associated with chromosome
22g11.2 deletion may be different for distinct family members. Further studies are required to determine length
of deleted segment and the genes affected, as well as to establish the genotype-phenotype interactions and
disease prognosis.
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CuiLapon aesreitmns 22 XxposMocomil (chromosome
22q11.2 deletion syndrome) — 3TO rereporesHass
rpynna SonesHeil. ansa KOoTOPpOoro xapaxrepiia Ba-
PHaGeILHOCTE PheHOTHIITMYHSCKMX MPOABJICHMIA.
Kaxk 11 npH aOpyiHMX MHKPOASHCUHOHHLIX CHILIPO-
Max. nNpHM cHHIApOMe aeneumns 22gqll oraseuaercss
KAMHMYECKMI Ionumopdiin ©C npeosiagzalient Ta-
KHX IIPHM3IHAKOSB., KaK BPOXACHHLIC MOPOKH Ccepaiia
M MArMCTPANLHEBIX COCVIOB. JAHUCBBIE au3Mopdisr.
AedropMauHMM TBEEPAOIO M MArKoro Heba, Heaopas-
BHUTHME THMYCA, OTCTABaAHHE B (OHM3IMUYECKOM pasBM-
THIM. CHMXEHME NoKa3aTelieil MAaCCHh M pocTa. 3a-
AePpAKA MNCHXOMOTOPHOIO Pa3BMTHA, IMIIOIUIASHST
NAPAIMMTOBMANLIX XKEJIe3, MMITOKANLIIMESMMA, Hapy-
HIe s MM yHanTeTa |9, 130

CornacHo AHUTEPATYPHBIM JaHHBIM, CHIAPOM JIe-
newsimt 221 1.2 BecrpeuaeTrcst € wacToToit 1 1ma 3000-
6000 sxkmsBopoxaceHHbIX [11. 17]. stroraa wacrora
CHHAPOMA B HEKOTOPELIX MOMV/ISLIHAN BLILIE M MOMXKET
mocrurares 1 ma 1000 |7, 12, 16]. nopaxkaer ob6a nmoja
OAMHAKOBO. HACACAVETCH MO AYTOCOMHO - JAOMMHAIIT-
HoOoMY THNY. OKoNo 93% MauMeHTOB HMMESIOT aejie-
LMo, BOIHMKIIVIO de 770vo. M TONLKO 7% rnaumMeHros
HACASAVIOT €€ OT poauTeneii [3. 4, 10].

Cuiapon geneumm 22 XpoOoMOCOMBI Hanboee ya—
CTO AMATHOCTHPYETCH B PaHHenM JAeTcTse neaunarpa-
MM KaK BPOXIACHIOE 3adoieBaHie. BLIABISHME €ro
BIEPSBLIE BO B3POCIOM BOIPACTE NMPOMCXOAMT Kpai-
e peaxko. B nureparype Oonicano BCero HeCcKOonbLKO
ClIyuUAeB BLBISIBJICHMS CcHHIApOMAa aesxeunst 22glli.2
V¥V B3pOoCcaAbLIX [2. 5. 6, 14]. D70 MOXeT OLITE CIASIACTBH -~
enM HHM3KOH HACTOPOXEHHOCTH Bpavdei pPasiHMuaiibix
CICUMANILHOCTEN K D3TOMY CHUILAPOMY. A TAKKE BCIIea-
CTBHE BBLICOKOIO pasHooSpasHnsa ero heHoTHIIMYe -
CKOM ManMmddecTALIME M HANTMYMA Jderkux (hopaa.

Jia reHeTHYeCcKoi maeHTHMMKALIMS MHKPOIe-
Nnewss yyacTka 22l 1.2 Ml MCIIONIB3IOBAIM MEeTOX
MLPA., XOTOPLIII HMMEeT PHAA NIPEeHMVILECTSE Iepesx
apyraMmi MeToaanas [1. 8, 15].

Mo Apeanaraens OMHMcCaAHHME CeMeHHOoro cayuas
BLIABACHHSA TPEeX MALMEHTOB B OAHON CeMbEe C CHMH-
AponMOnM aenenHy 22l 1 2 HatnoaaBuIiMXCcsH vV KHMTe -
el YpaibCKOro perHoa.

MaTepManbl " MeToabl

MNMox maumsmg HAaGAIOASHMEM HAXOAMTCSH cenmMbsa K|
B KOTOPOI 2 pefeHKa M MX MaATh MMESIOT MHKPOAEIIe —
1Mo B perstone 22ql 1.2 xpomocone: 22, [Nposenena
OLIEHKA KAMHHUYECKHX NPHU3IHAKOEB GOJIe3HM, amains
arramMiesa COMIEe3IHM M XKHM3IHM, FEeHEeATTOrHYeC KX aa -
HEBIX V “4JI€HOB CEMBH C CHILIAPOMON aesieiiss 22g11.2.

IIposeacie oO1Ee OCMOTPEIL, OHMOXMMHMUYSeCKHME
M MMMYHOJOIMUYECKHME HCCACAOBaAHMA, YIBTPA3SEY -
KOBOE€ CKAHMPOBAHIE CEPALIa, THMYCA, IUHMTOBMANON
AHesI€3B1 M OPraHos SPIOIUHOM MMOTOCTH © HCITONLIO -
BaHMeM cTaAauMoHapHOro anmnapara Vivid 7. General
Electric Medical Systems (USA)_

lMonacuer cYyOKIACCOS AHMMPOUHTOR ITPOH3BOAMIIN
€ FIOMOILULIO MPOTOYHOM UHMTOMETPHH C OKPALIMBa-
HHMEM MOHOKIOHANLHEIMM anTHTedaaMmir (Beckman
Coulter, ClIIA). YposBeHE CLIBOPOTOYHBIX MMAMY -
HornoGyamnnos (IgA. IeM .| 12G) onpeaesisiam © MMo-
MOLILIO TyYpOSOammMerpHM (aBsTOMATHIMPOBaAMMLII
SHoXMMHYEeCcKHMIl amanmu3arop Cobas Integra <400,
Hoffman-La Roche Ltd)._

Iposeaeio MOMESKVIAAPHO-TeHEeTHYEeCKOe HTccae-
AOBAHME LUEALHONM KPOBM JIEBOYKHM M €€ pOoaMTe I
TenernyecK il MarTepHan MaldbuHka (CVXOoe NATHO
KPOB3I) OLUIO [OJIyHe HO 13 apxusa JlaGoparopsiis me-
onaTanbHOro cxkpuumuura Kamnmko-amrarmHocriae-
CKOro uenTpa «OXpana 3ZOpOBES MaTepHm 1 pede
Ka» (rr ExarTepuoypr).

Bniaenense JIHK 113 L1510 KPOBH NIPOH3IBO-
OAMIOCEL © HMCoMoabL3IoBaHMent Habopa QlAamp DNA
Mini Kit (QIAGEN. Germany). Brnuenenne JIHK
M3 CYXOTIO MHTHA MPOH3IBOAMIIOCE € MCITONLIOBAHMEM
natopa «/J1HK -copo-Be (Avamnnullpaiinv. Poccsisi).

Amanms aexeuns 22 XPOMOCOMEI OLLT IPpOBEe-
AeH MeTOMOM MWILTHMIUIEKCHOM amrunisdpmxans
JIMIrasHoO-CBASAHHBIX npos (MLPA) <© »mcrions3o-
BaAaHMEM KOMMeEpUYEeCcKOro madopa SALSA MLPA
probemix P250-B2 DiGeorge (MRC-Holland. The
Netherlands). KOTOpPBI coaepXHUT 48 pasmmuYHbBIX
MLPA-30H30B. 29 M3 KOTOPLIX MOKPLIBAIOT KPH-
THYeCcKHMilT permon 22qll. Tecrmposanime obGpasuos
MPOBOAMIIM COINACHO HMHCTPVKIHMI DHUPMBI-TTPOM3I-
BoanTens (MRC-Holland) ma reHeTHYcCKONM ana-
nmzatTope Applied Biosystems 3500 (USA). Kons-
NLIOTEPHLIE JaHHbLIE OOPataTLIBANM C MOMOLILIO
TITO Coffalyser (MRC-Holland).

PatoTa nMpoBOaMIack B COOTBETCTEBHM C IIPHHMLIM -
MnasMi JOSPOBOILYSCTEA M KOH(MMIACHIUIMANLIIOCTI,
B coorBeTcTBHMI © OCHOBaAMM 3IAaKOHOIATEILCTEBA
Poccuiickoit PDenepaunsr «O IQpaBOOXPAMHCH M
(22.07.1993 N 5487-1. pea. 07.12.2011) 11 Esporeii-
CKOI KOHBEHILIMM O NMpasax Yenoseka (1999-2000).

PesynbraTtbl

TepsBLIM MALMEHTOM C FEeHEeTHUYSCKH IMOATES P -
ASHHBINM CHILAPOMOM aeieumir 22qll1. 2, snispiier-
HLIM B ONMMCEIBASMON CeMBE. ObLLI MANBUYMK — IIa-
et JL. (prc. 1. cyv. 2-50 CTP. LUBETHON BEJICHKI) .
Hatmoaasmmiica B OAKB Ne 1 (Exarepstnaoypr)
< amaruoson: «llepsrMuneil MM yHoOaedMLIHT  —
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cuapon Jlu Jxopasss. MNimornmasusa Tausvyca. Bpoax-
OeHHBIN MOPOK Ccepialial OJUIHM aprepHMaibLHbLIN
AedeKT MEeRKSIVAOUKOBONM [MeperopoaKiis
M VMepuIsii B Bo3pacTe 8.5 amMecsues.

M3 anamiesa: ManLbuYMK OT [epBoil SepeMerno-
CTH. MOPOK CEePALIA M 3ANEePXKA PASBMUTHS OLIIM Bhi-
ABAeHLI NpeHaranbHo. Poaminca a 38 neaene Gepe-
MEHHOCTH IIyTEM KecapeBsa CeYeHHs C© Becon 1885 o
pocTon 43 o Jlo 1 aMecsua npoBoaiack pecnmpa-
TOPHAS MOAASPHAKA.

B naSopaTOpHBIX JaHHbLIXI
nepidrepHUIECKOii KPOBM OLUIO B (DHIHOJIOrHYEeCKMX
npeaenax (radna. 1). madnoaaizacks rHMIOramMiMariao-
OSVYAMHEeMHMS ., VPOBeHL KAUTLLIMSA KPOBM — Ha HMKHCSH
rpammie HopMbl (Tatn. 2). [Npir ¥Y3M THMmMyca BEISIB-
JleHO yMeHLUISHME ero pasmepos. andubysnbie ma-
PEHXMMATOIHLIE M3IMESHESHMA, 3SHAUMTENLHOES VAMEeHb-
mernMe oprasa — pacderHast macca 2 . Mansunk
onepHupoBar Ha 42-i1 aeHbB XKHM3IHHM (PAIHMKATILIAs
KOpPpexinsa OBLIero aprepHaiEHONo CTBOMA. IUIacTH -~
ka JAMIKI]., pexoHCTPYKLIMA nyTei orroka). Nocne-
ONMEPALIMOHHLII TEPHOA ObLLI OCHOMXHEH CEeNnCHMCOM.
CepPAeYHO-JIErOYHON HEAOCTATOYHOCTLIO.

lNMonyuan 3IAaMECTHMTENLHYVIO TEPAllMIo BHYTPM-
BEHHBIM HMMYHOIIIOOYANHOM G (MHTPATEKT B d03e
400 Mr/Kr). aHTHOMOTHKOTEPAINHIO (CMILIIEPA3ZOM,
MAKCHITPHM, THMESHTHIH. HHMIPOMIOKCALIHMI, SHcern-
TOIM) ¥ (DIAIOKOHASOI.

C 5 20 8.5 mMecsuen repeHec TpH snusoaa OPBM
© THXKEALIM TEHSHHEM M ABXATEILHON HEAOCTATOM-
HOCTELIO 2 CTEeNneH ., MOCHeaHMil — B 8 Mec.. ocnox-
HHBIIHIIICH MHEBMOHHEH . HEKPOTHYECKHM KOIHTOM,
MEPHTOHMTOM. OTEKOM FOJOBHOIO MO3Ia M Pe3IMay-
aneHbLIM AedEeXKTOM HMXKHEro Kpas 3arjiaTbhl MeXX-

CTBOI.

KOJIMYECTBO KISTOK

KENYAOHUKOBOMH NMEPEeropoiaKH. 4To 3aKOHYMIIOCE JIe -
TANBHBLIM MCXOOOM.

MLPA — amanns JIHK., BeiOe/IeHHOII M3 CYXOro
oOpasia KposM 4-JieTHeH JaBHOCTH. B3SATOINO M3 ap-
xuBa JlaGoparopHit HEOHATANILHOIO CKPHHMHIA MOa-
TBEPAM HATHMYMHE MHKPOASTCHMONHLIX HAPVILISHME
KPHMTHUYSCKOTO PErHoia XpoOMOCOMEBI 22 ¥ 2TOTo pe-
Oenka (PETPOCNIEKTHBEHO) .

Bropoit pebennok — aesouka Jl.| or sropoii Gepe-
MEHHOCTH, OTANOLICHHON IeCro3oM, BTOPLIX POIOB
B 34 HenenM recrauMM NyTremM Kecapesa cedenus. Bec
npH poxxacHi 2190 r, poct 43 o, [Nposoamiracs pe-
crMparopHas [MoIepXKa 10 3 amecsaua xusuu. [Ho-
nmana rmoa Hadiaonernme B 1 roa s 6 nMecsaues © ama-
r1o30oM: « [lepBHYHLIN MMMYHOASMHUIIMT — CHILZAPOM
st Jxopacxir. Tunonmasms Tuamyca. Bposkiae HHbien
MTOPOK cepiiia (ApTepHAILHAA CeNnTaILHAN AHSBPM3I-
aMa, TPHKyYCNMIanLHasa HeaocTarodHocTs I crene-
I, HE ONEePHMPOBANHLIH ).

M3 O0BLEeKTHMBHLIX AAHHLIX AMCIUIACTHYHBIC Yep-
Thi IMLIA TMIIEPTEIOPM3M. CYOManansSyamussm (puc. 1.
ca. 2430 CTP. UBEeTHONM BXIelKM). Yacrora cepaewu-
HBIX COKpalleHMi 98 B au. Passmepnt reden 1 ce-
JMIe3eHKHN B npeaesax (bHIHOIOrHYeCKOH HOPMBL.

B naSopaTOopHBIX OaHHBIXI KIeTKH nepipepm-
HEeCKOM KPOBM. CYOIHONyNAiMi Tnamd oL MTOs, caxap
M KalbluMii KPOBM B Hnpeaesiax hH3HONOIMUeCKIX
3HAYeHMIl, rarnoraMaMarnooyamnieMmms (rado. 1 11 2).
Mp: V3H TaMyca BEIABIEHO CHMMXEHHE MACChHI Op-
rasa 1o 1.4 r Ha nepson roay >KHU3HH [epeHocHIa
JIerKHMe DMNMH30ABI puHopes. B 1 roa 3 asecsiuia nepe-
mecna OPBMH 1 oTuT B 1erkoii (bopme.

CpaBHMTEILHBIE AHAIM3 HCCISAVEMOIOo M KOH-
TPOALHEBIX OOPa3sUOB IeHETHYECKOro MaTepHuaia
aMeToaodM MIEIPA BLIABIJI M3IMEHEHMA B KOJMYe-

TAS/MLUA 1. CPABHUTENBbHAS XAPAKTEPUCTUKA NMOKA3SATENEN NEPUPEPUYECKOW KPOBM ¥ MAUMEHTOB 4. M N.
TABLE 1. COMPARATIVE CHARACTERISTICS OF PERIPHERAL BLOOD IN PATIENTS D.AND L.

CcD3" CcbDa CcDs8~ CcD16" CcD19"
B n T | 1 b Tt b bounTer b Tt b Tt <o Tt
Patients Leukocytes. Lymphocytes, CcD3" CcD4" cDs8" cD16" cD19"
age 10%/L %, 10%/L Lymphocytes. | Lymphocytes, | Lymphocytes, | Lymphocytes. | Lymphocytes,
%, 10%1L %, 10%L Y%, 10%/L %. 10°%L %Yo, 10%L
1 mec.
42% 66 486% 12% 7% 24%
Eatiant s.0 252 1.66 1.16 0.30 o.18 0.60
month
n.,
1 mec. 6.35 60% 58% 38% 15% 16% 24%
Patient L b 3.81 221 1.45 0,57 0.61 0.91
1 month
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TABJIMUA 2. NOKASATESNWN YPOBHA CbIBOPOTOYHbLIX AHTUTEN, KANBLUMA U MNMOKO3bl ¥ NAUMEHTOB
TABLE 2. LEVELS OF SERUM ANTIBODIES, CALCIUM, AND GLUCOSE IN THE PATIENTS

'::';;:’; 1gA 1gM 19G Fnioxoza ca
Patient, age IgA. mg/dl Ight, mg/dil 1aG, mg/dl Glucose, mmoki Ca, mmol/l
g:’: s 8 o 25 160 a8 2.1
C: — o 14 300 as 25
¥ s:ry'::r: 500 180 1400 43 2.3

CTBEC ICHETHYHECKOro Mmarepuasia v npoﬁallna B pe-
rmoHe ql 1.2 xponmocomver 22, OGHapyXeHHas aesie-
UM HAXOAMIIACE B CTAPTOBOM paiione perstona Jlu
Jixopmxn (LCR22-A) u sxrouana reast CLTCLIL,
HIRA. CDC45, CLDNS, GP1BB, TBX1, TXNRD2.
DGCRS (pHc. 2. cnm. 2-50 CTP. LIBETHOM BKJIICHKM ).

Marte nereit — maumenTtka [, 34 roxza. poamnacs
B OAHOM M3 pernonos Kasaxcrana ¢ BLICOKOM panma-
LHMOHHOM HATPY3IKOI. B anlaMiiese HECKONILKO rnepe-
HEeCeHHLIX ITHEBMOHMI B BOo3pacTe a0 10 ner. B rmo-
craeavioleMm — peakmue anusoanst OPBH. Ornuuaercs
AMCTIACTHYHLIME HEePTAMM JIMLA (FHIIEePTEIOPH3N .
IPVLIEBHMAHLIM HOC), KOPOTKOI 1ueeil (puc. 3, oM.
2-10 CTP. uUBeTHOM BrKIaekm). Pocr 155 cmvm. macca
Tena 97 Kr, MHaeKc Macces! Teaa 40,37, V nauMeHTKH
OBinto aBe SepemeHnHocTH, B 28 1 31 roa, obe paspe-
IIMBIIMECH MOCPEACTBOM KecapeBa CeYeHHs AeThbMH
C CHMHAPOMOM Aefieuns 22 xposocomel. C 20-11 ger
crpasaer apTepHMasIbHON IMIIepTeH3Hell. PerucTpH-
pyeMbie 3HavYeHns gasgaesnst 15090 vm pr. e

B nafopaTOopHBIX AaHHBIX! KIeTKH rmepudepiyue-
CKOI KPOBM HAaA MOMCHT OGC."Ie,lOZlIIIISI B HOPpMATHMEB -
HEBIX MpeaesIax, MMMYHOITIODVIIMHEBI — C TeHAeH el
K yseamuennio IgA. GHoOXMMM4YEcKHMe okKasareins
B rpeaesnax HOPMATHBHEIX 3HaveHMil (Tabxn. 2). V3
cepala — rnaTojJoruM He BeIsaBiaeHo, ¥Y3M Tunyca — 2
conmMaMbie KMCTLI, ¥Y3HM OpomHoi rnmojocra — crea-
TO3 revYeHnn.

l'lpu MPOBCACHMH ICHCTHYUCCKOIo Mcciacaosamms
obHapyXeHa JleflelHA B HadaIbHOM obiacTi perto-
1a Ay Jixopaxu (LCR22-A), MOSHTHYHAS SIS LI,
BLISBJICHHOH ¥ JIOYEPH M ChIHA.

B oopazue oruosckoit JIHK (nmaummenr A, 36 ner)
MHUKPOCTPYKTYPHEIX HAPVUICHMI JaHHOIO pPersoHa
He BesiBneHno. Bee nokasarten (DHM3MUSECKOIo COCTO-
HHHA MYXKUMHLI B rnIpeacijiax HOPMBI, OOHaxKo oﬁpa-
1IAKOT Ha ce0a BHMUMAHME HEKOTOPLIE OCOOEHHOCTH
NHIIEBOro ckKesera (puc. 3, cM. 2-10 CTP. UBETHOIH
BRKJIICHKHM).

O6b6cyxkneHuve

B onHcanmHOM CeMeHOM Cay4Yae ¥ MamMbl M O0-
HepH BLISBJICH TAK HaSLIBAeMbBIN MArkHii dhenorun
3afonesansa. NMPH KOTOPOM O0€ NALIMEeHTKH XHMBLI,
a y MmarepH coxpameHa hepTHABHOCTL. [peTHil ciay-
Haif B 2TOM CeMbe YV MANLYHKA, KOTOPBII HMaen 6o~
fee BeIpaXKeHHLIH dheHoTHN: 3anepXKa (hH3MUHecKOo-
ro pazsurusa, BIIC, rumonasusa THMyca, NMPpU3HAKH
KOMOMHHPOBAHHOIO HMMyHoaedMmuuTa, noasep-
rasjicsi oONneparmBHOil KOpPppPeKUHH [MopoKa., repeHec
CercHc B [MOC/ICONepPaAlIMOHHOM MEPHOAS, HECKOILKO
DIAMIONOB BHPYVCHBIX HHQEKIIMI, THAXEIYIO BHPYC-
HO-DaAKTEPHANLHYIO MHEBMOHHIO C HEKPOTHMHECKHM
KOJIMTOM M CEPO3HBIM MMEPHTOHMTOM,. MNpHMBEIIlIME
K JIeTaNbLHOMY Hcexoay. JlanHbie COOBITHS MOXHO
OOBACHMUTL TaXecThIo BIIC 1 clloXHOCTBIO Ofepa-
THBHOINO MNOCOOHS, a4 TAKKE MNPOABICHHEM HMMYHO-
nedmunta. CecTpa MANLBYHMKA HMEeeT CHMXeHHbIH
YPOBEHE HMMYHOITIOOYIMHOEB. V asarepu HabGmoaa-
IOTCH HOPMANBHLIE KONHUYecTsa cyOxmaccos T namn-
GDOLIMTOB H HMMMYHOIJIOOWIHHOB. OTCYTCTBYIOT “a-
CThIe MHMEKIITHOHHLIC DMTH30MAB] B HACTOSLIICE BPENMS,
HO OTMEUYEeHO HAIHYHME MMOBTOPHLIX MHEBMOHMMIE
B BO3pacTe 1o 10 xer

MBBCCI"IIO. MTO BPOXKACHHLIC MOPOKH PDA3IBMTHA,
ocobeno BIIC, mMmoryr OwBiTh (DEeHOTHITMYSCKHM
MAPpKepOM CHILAPpOMa Oereins 22qll. Oanako, or-
cyrersue BITC me MCKIIOHMAEST CHMILAPOM OeIelHy
22qll. Ilpm T1om dopma [MOpoKa M CBA3ZaAHHLIE
€ ITHUM MMPOABAECHHA CEPASCHHOH HEeAOCTATOYMHOCTH
MOrVT OBITEH pazsnuuHbiMK. B onucobiBaemMomM HamMM
cayyae y ManbuMKa Obll oOuuMii aprepManbLHbiig
cTBOa (truncus arteriosus) ¢ hopMHMpOBaHHeM cep-
AevYHOol HeAOCTATOYMHOCTH, KOTOpPHLII norpebosan
OoneparMBHON KOppeKuHM. ¥ ero cecrpbt — aHEBPH 3~
Ma MEXIPEACEPAHOMH NMeEperopoaKkM, M perypruraums
TPHKyCNMaAaneHoro kaanasia IIl crermrenn, e Tpe-
SyiomIMe ONeparHBHONO BMeUIaTeILCTBa. ¥ marepm
DTHX JeTeH MopoKa cepilla HeT, OAHAKO V €€ CecTpil
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(TeTn Aereil) — BPOXIAEHHLII MOPOK cepialia B BUae
nedeKTa MEXIPEACEePAHON MePEeropoaK.

Kpome TOro, B poaoc/ioBHON “WICHOS IMPeacTas-
feHHoi Hanmu cembi K. BCTpeuainuch poacTBe HHHKH
€ XPOMOCOMHBIMH DOJIE3HAMHM, NPOABJICHHAMH aTH-
NHYHBIX MHGEKIMOHHO- BOCTANINTEILHLIX pOoLec-
COB., BPOXICHHLIMH [MOPOKAMM Pa3sBUTHA (MOPOKH
cepiala), narojorHel penpoaykKuHH., 3HIOKPHHO-
narMei, a Tak:Ke ciayHasMM AeTCKMX cMmepTell (aam-
Hble He yKasanel). Briorie BeposaTHo, 4TO NoaotHbIe
MPU3IHAKH MOTYT PaCUEHHMBATLCS KaK reHeanorude-
CKMe MapKephbl HACIEACTBEHHBIX BoslesHei.

DTO NepBbLI CeMEMHBIN CYUAH BLIABICHMA CHH-
apoma aeneumnu 22gl1.2 B CBep/UIOBCKOH 00IaCTH.
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3 3a0aHue

Ckoavko nrooei ooavnvr BUY/CIIH/[om ¢
Kazaxcmane ?



B nepsom nonyroann 2017 roga B KazaxctaHe 3apernctpnpoBaHo
1430 BUY-nHUUmMpoBaHHbIX, YTO NpeBbILLAET NPOoLUNoroaHnm
nokasarernb 3a aHanornyHbl nepuog - 1346.

KoAWuecTBO 3apermcTpHpoOBaHHbIX .
BHY-unduunpoeannbix B Pecnybanke Kazaxcran o 105
no panHbiM MusKCcTepcTEa Metpon ;noac:
3apasooxpanenun PK ¥ f“'\z—v\
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4 3amaHue

Yucno 00JBHBIX OPOHXHATBHOM aCTMOU



Tabnuia 1— oO1iee komdecTBO 00IbHBIX OpoHxuanbHON acTMoi Ha 100000 HaceneHus

Tona
2008
2009
2010
2011

Bcero Hacenenus
37,0
40,1
38,0
43,9

Hetm 0-14
44.4
46,8
57,2
64,8

N3 Tabauiel BUAHO, YTO 00IIEee KOJIUIYECTBO OONBHBIX OpoHXHaabHOM acTMoit Ha 100000 HaceneHus COCTaBIISIIO
B 2008 roxy 37,0 coorBercTtBeHHO B 2009, 2010, 2011 roxy — 40,1; 38,0; 43,9. kak BUAHO, U3 OPEACTABICHHBIX
JAHHBIX 3a 5 JIET OTMEUYaeTcs pOCT OONBHBIX ¢ OpOoHXHabHOM acTMOM Ha 18,6%. 13 HUX HauOOIbIIMHI yaeIbHbBIN

BEC MPUXOAUTCS Ha AeTel B Bo3pacte oT 0-14 et u coctaBuiio coorBeTcTBeHHO 44.,4; 46,8; 57,2; 64,8- 31%.



5 3ajanue

AHTUTHCTaMUHHBIC IIPENnaparsl B (POKyce 0€30MaCHOCTH
MYKCKOTO 3/I0POBbS



AKTyanbHOCTb

[ McTamMumnH npeactaBnsgeT codbou NIenoTpPonHbIN
OMOreHHbI aMUH, CUHTE3UPYEMbIN TMCTUAOWH
nekapbokcmnasomn 60nbLWLNHCTBOM TKAHEN
MekonuTatowmnx. B nocneaHne roabl BO3poC MHTEPEC K
BMUAHMIO TMCTaMMHa Ha MY>XCKue roHadsbl. B yacTtHocTw,
nccnenoBaTernn XXUBO MHTEPECYHOTCA BO3MOXXHbIM
oTpuuaTernbHbIM 3PPEKTOM aHTUTIMCTAMUHHbIX
npenapaToB Ha PYHKLUMOHNPOBAHNE TECTUKYIT.

*Y4yeHble n3 ApreHTI/IHbI ony6n|/||<0|3an|/| NHTEPECHDbIE
AdaHHblEe O BJIMAHNUUN TUCTaMWHA Ha TECTUKYIIbI.



Pesyabrarsl

* ['ucramunossie perentopsl (HRHI1, HRH2 1 HRH4) O6b11u panee onucaHsl
y 4eJ0oBeKa B KiieTKax Jleraura. Uepes maHHbIe pelienToOpbl THCTAMUH
akTUBHO B3auMojiercTByeT ¢ JII'/XIH curHaabHBIMU MyTAMH, KOHTPOIUPYS
TEM CaMbIM YPOBEHb TECTUKYISAPHBIX aHIPOTEHOB.

* CiieqyeT OTMETUTD, YTO AHTUTUCTAMUHHBIE IIPENApaTbl MOT'YT HAPyIIATh
TECTUKYIAPHBIA TOMEOCTA3, MOBBIIIAS WIIN CHUXKAA
IPOJYKIHUIO CTEPOUIHBIX TOPMOHOB. [Tomrmo 3Toro, anraronnctel HRHI1 n
HRH?2 penenTtopoB, NpUCyTCTBYIONINUX B HEPUTYOYIIPHBIX U ITOJTOBBIX
KJIETKAX, MOTYT OTPULIATEIbHO BO3JI€MCTBOBATh HA JIAHHBIEC KJIETKU U
CHHMKATh )KM3HECIIOCOOHOCTH CIIEPMATO30U10B.

* Ba)XHO OTMETUTH, YTO TUCTAMHH ACCOLMUPOBAH C MYKCKHUM I10JIOBBIM
MIOBEJICHUEM U DPEKIMEH. ITO TAKKE MOXKET OOBSICHSATh HETaTUBHOE
BJIMSIHUE AHTUTUCTAMUHHBIX IIPENAPATOB HA MY>KCKOE€ 3J0POBBE.



* Pe3ynbTaTel HEJABHO OMYOJIMKOBAHHBIX Pa00OT CBUAECTEIBCTBYIOT, YTO
IIOMUMO TYYHBIX KJIETOK TECTUKYJI KAK OCHOBHOI'O UCTOYHHUKA TUCTAMUHA,
JAHHBIM aMHUH MOKET BbIpaOaThIBaThCsI MakpodaraMu, KieTkamu Jlenaura u
ITOJIOBBIMM KJIETKAMH.

* HecomMHeHHO, MHOTHE (DAKTHI O THCTAMUHHOW CUCTEMBI TECTHUKYJI €I
PEICTOUT Y3HATh, OAHAKO OECKOHTPOJBHOTO HA3HAYECHHUS
AHTUTUCTAUMHHBIX MPENAPATOB CIEAyET N30erarh, YTOObl MUHUMHU3UPOBATH
MX OTPUIIATEIILHOE BO3JICUCTBHE HA (DEPTUIBHOCTS.

e Uctounuk: Carolina Mondillo, Maria Varela, Adriana Abiuso, et al.
Reproduction Advance Publication first posted online on 9 March 2018.



Ciy4aiiHasi rpynia: NaiueHThl CO CHIXKEHHON (DEPTUIIBHOCTHIO

[ unore3a:; BIMSHNAE aHTUTUCTAMUHHBIX IIPEIIapaTOB Ha MY>KCKYIO
(bepTUIBHOCTH

KoHTpoJibHas rpyniia: NaiueHThl ¢ HOpMaIbHON (DEPTUIILHOCTHIO

BriBoa: HecomMHeHHO, MHOTHE (DAKThI O THCTAMHUHHOW CHCTEMBI
TECTUKYJI €II€ IPEACTOUT Y3HATh, OTHAKO O€CKOHTPOJBLHOTO
Ha3HAUYCHMS aHTUTMCTAaMMHHBIX IpEenaparoB ClIeayeT u30erarb, 4TOObI
MUHHAMHU3UPOBATh UX OTPUIIATEIILHOE BO3ICHCTBUE HA (PEPTUIBHOCT.



6 3a0aHnue

CnyyaiHas TpyIna: NalueHThl ¢ OPOHXHUAIbHOM aCTMOU
[ unoresa: pa3BuTHE aTOMUYECKOTO MapIla

KoHTponbHas rpymmna: rpymnmna He 00JIerouX OpoOHXHaadbHOW aCTMOU
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Ba3s mexay sabonesaunammn Hoca u Gpouxoe oue-

ANEprHMECKHIE PHHRT, A [10-NPOo-
CTOMY HACMOPK — 3T0 3aboacsaHue,
1PH KOTOPOM BOZHMKACT RILIEPIHYeCc—
KOt BOCHANEHME CAMIMCTON obonou-
ku uoca. Ero cumnromams cayxar
BEUIEACHME CAMIN M3 HOCA, MMXaHKe,
JANOKEHHOCTE M 3y B HOCY.

ANICPIUYeCKti PHHHT HMECTCH Y
75-90% B3pOCHBIX JIOACH, CTPALAIO-
wmux GpoHXHAILHON acTMoil. B csow
O4Yepeilh, ACTMA ODHAPYKHMBACTCH ¥
25-50% NMAUMEHTOB ¢ ALIEPIHYCCKUM
puHNTOM. CXOAHBIC CBAIM JAPEIHCT-
PHPOBAHEI M ¥ ACTEi: ABA 13 TPeX AeTei
C ACTMOM CTPANRIOT TAKKE PHHHTOM, H
YV KAKAOIO TPETEErO pebeHKa © pHHN-
TOM ODHAPYKMBACTCH ACTMA.

Kak npasmuino, sHavale paisHsacr-
cH ﬂJL’lel'lI‘lCl.‘KHﬁ PHHMT, 4 4epes Me-
CHLB WK Foas (hopMupyeTcs HpoHXN-
AILHAR acrMa. Bcpl)ﬁ'lHOCl'l: PasBHTHA
ACTME! ¥ HAUMCHTOR, CTPAJANMIMX -
NEPrUecKuM PHHATOM. 8 3 pa3sa 60ib-
we, HCM B CI0 OTCYICTBMCE. Ouuaxo
NPAMBIX  AOKAJATEILCTE TOr0, 4TO
MMEHHO AVICPIUICCKit PHHAT Crio-
coBCTBYeT passHTHIO acTMel, Her. Bos-
MOXHO, TAKOBA CCTECTHECHHAN IBONO-
UHA AUIEPIHYSCKHUX DoNesHek: sHavua-
JIC PHHMT, 4 3areM acrMa.

3necs HanpamMpacTcs BsBONpoc:
CHOCODHO I JICHEHHE AJLICPIHYECKOro
PHHHTA NPELOTHPATHTE PAIBHTHE acT-
smet? Hecnenosanus okasanm, 4ro
NPOBEAEHNE CHEUMPHYETKON MMMy -
HOTCpanuu (‘)10!’ MCTOA NO3BOJAHCT

ACTMA « AAAEPIWA 2010 /2

S

suana: sep " Abl Hble NyTH nep
xoAsT Apyr B aApyra n paBoraloT smecre, nposoas
Boaayx 8 nerxkue. flaxe c <P apnopo-
BbEM BCNOMHMUT, Kak BupycHas uudexuus npwm npocryae
“cnyckaerca sHna®”: TcR pK, Gons B
ropne, a sarem np rca A 6p
Haa acTtma w annep " T 06 TCa ewe u
6 , A P nM passnuTmna.

NPH BECACHHH BOJPACTAIOLINX 103 L1-
JepreHa BRIpadoTars HEMyBCTBHTE b
HOCTh K HEMY) 1IPH DHHHMTE, BhIIBAH-
HOM WLICPIMEH K NLUIBLE PACTCHMI,
CHOCODHO NPEJOTBPATHIE PASBHTHE
DPOHXHANBLHON ACTMEI Yy JAeTeH M
azpociex. OaHAKO HAAO VIMTHBATH,
410 i} HMMY

110 CHOEH CYTH ARIACTCH METONOM Je-
HEHMHA WUIEPIMH BOODLIE, & HE TONLKO
WUIEPIHYECKOrO PHHKTA.

BesyCiioBHO, ANIEPrUHvccKuil pu-
HUT VEKCIHET TEHEHNE VXE CVIIECT-
BY1I0ULEH OPOHXMANBHON ACTMBL. ACT-
MATHKH € CONYTCTBYIOUIMM PHHMTOM
HALE CTPASAIOT OT ODOCTPEHMIE ACTME]
M UALIE BRIHYAICHL ODPAMIATLCH B
MOAMKIHHMKH H GONBHUUE] H3-33 4CT-
MBI, HEM ACTMATHKM Oe3 aLieprudec-
KOro Hac Kax L MeM
THXCICC DHHMT, TeM TKelee npore-
xaer u acrma. C apyrod# CTOpoHEIL,
AACKBATHOS JICUECHHE ALIEPIHUECKOIO
PHHMTA WIVMIIACT # KOHTPOIL OpPOH-
XHANLHOMR ACTMEI. YMCHBIIAM “HCIO
ODOCTPEHNI M TOCHHMTANMIAUMA (10
OBOLY ACTMEL.

KakoBb! &e BOIMOKHBIC MEXAHHI-
MBI BIMSHHS ALICPIHYECKOr0 PHHKTA
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7 300AHUe

1 rpynna- naumneHTbl, KoTopble npumeHanu HadbTrsnH 6onee 2
Hegenb

2 rpynna- He NnpUuMeHsaBLUNE
Llenb: BbIABUTb MeAUKAMEHTO3HbIN BA30OMOTOPHbLIA PUHNUT

BbiBO4: AnuTenbHOE NpUMeHeHne CoCcya0oCyXXUBatoLLLEro
npenapata HadpTU3nH BbI3bIBAET BA30OMOTOPHbLIN PUHUT.



8 3a1aHHeE

Accoumanusa mexay WUIII, antuOnoTnkamu u
ANJIEPTAYECKUMHU 3a00JICBAaHUSIMHA Y JIE€TEH



AKTYaJIbHOCTh

Alneprudeckue 3a001€BaHUs 4acTo BeTpevarores y aetei. 1o
OJJHOM M3 TEOPHUM, pAaHHEE IIPUMEHEHHUE JICKAPCTBEHHBIX IIPENAPATOB
MOXKET CYILIECTBEHHO U3MEHATh MUKPOOHUOTY U TEM, CAMBbIM,
YBEJINYMBATh PUCK Pa3BUTHUSA aJJIEPTUUECCKUX 3a00JICBAaHUM.

UccnenoBareau n3 CIIL

A OLICHUJIM B3aMMOCBSI3b MEKITY

IPUMCHECHHUEM aHTHUCEKPETOPHBIX U aHTHOAKTEepHAJIbHBIX IPEHapaToB B
nepBble 6 MECSIEB )KU3HU PEOCHKA C Pa3BUTHUEM AJIEPIrUYECKUX
3a00J1¢BaHUM B paHHEM JICTCTBE.



B uccaenopanue BkiroueHsl 792 130 gereit (2001-2013 rr.). Jletu, KoTOpbI€
OCTaBaJIXCh B KJIWMHUKE B TEUCHHUE OoJiee 7 THEU MOCIE POKICHUS U T€, Y KOTO
AIIEPrAYECKUE PEAKIIMU JUArHOCTUPOBAIN 10 6 MECALEB, ObLIIA UCKIIOUYCHBI
13 aHAIN3a.

Y nereu oneHUBanIy Ha3HadeHUs1 H2-010kaTopoB, MHTHOMTOPOB IIPOTOHHOM
oMbl (UIIIT) 1 aHTHOMOTHKOB.

B kxadecTBE OCHOBHOM KOHEUHOW TOYKH OBLIIO BEIOPAHO PA3BUTHE
aJJIeprudeckoro 3adojeBanus (IMUILEeBas aieprus, aHapuIaKCHs, acCTMa,
aTOIUYCCKUH IEPMATHUT, AJJICPTUUCCKUN PUHUT, aJLICPTHICCKUN
KOHBIOHKTUBUT, KPAIMBHUIIA, KOHTAKTHBIA JEPMATHUT, JIEKAPCTBEHHASA
aNIEepTrysl UK APYTOU THN AJUIEPTHH ).



Pe3yiabTarsl

*49,9% neteit ObuIn AeBoukamMu. 60 209 nereit (7,6%) nonydanu
tepanuro H2-0mokaropamu, 13 687 (1,7%) - UIII u 131 708 (16,6%) -
AHTUOMOTHUKHU B IIEPBbIC 6 MECSILICB.

* JlTaHHBIEC O COCTOSIHUM 30POBBS JE€TEH OBLIIN U3BECTHBI B CPEITHEM Ha
POTSKEHUM 4,6 JIET.



KoahpuuueHT pucKoB J1s AeTel, KoTopblie monydaian H2-01okaTopel u
NIIII, coctaBua 2,18 (95% CI, 2,04-2,33) u 2,59 (95% (I, 2,25-3,00) gns
nuuieBou amnepruu, 1,70 (95% CI, 1,60-1,80) u 1,84 (95% CI, 1,56-2,17)
14 1ekapcTBeHHou ayiepruu, 1,51 (95% CI, 1,38-1,66) u 1,45 (95% CI,
1,22-1,73) nns anadunakcuu, 1,50 (95% CI, 1,46-1,54) u 1,44 (95% CI,
1,36-1,52) nna anneprudeckoro punuta, u 1,25 (95% CI, 1,21-1,29) u 1,41
(95% C1, 1,31-1,52) nast aCTMBHI.

Koa(hpuiuueHT prucKoB pY Ha3HAYCHUH aHTHOMOTHKOB B IIEPBBIC 6
Mecse )Ku3Hu 0bL1 paBeH 2,09 (95% CI, 2,05-2,13) mist actmsbl, 1,75 (95%
CI, 1,72-1,78) nins anneprudeckoro punuta, 1,51 (95% CI, 1,38-1,66) nis
aHauimakcuu u 1,42 (95% Cl1, 1,34-1,50) g amieprudeckoro
KOHBbIOHKTUBUTA.



3aKJII0UeHHE

Pesynerarsl KPYyIHOTO aHAIN3a CBUACTEIILCTBYIOT O CBSA3U MEXKTY
MCIOJIb30BaHNEM aHTUCEKPETOPHBIX IIpenapaToB U AaHTUOMOTHKOB B
TEUEHUE MEPBBIX 6 MECALIEB KU3HU U MOCIEAYIONIUM Pa3BUTHEM
aNIepru4eCcKux 3a00JIeBaHN. B CBsI3U C 3TUM, aHTUCEKPETOPHBIX U
aHTHOAKTEpHaJIbHBIC IIPEIaparhl y AeTEH A0 6 MECSIIEB JOKHBI
MCIIOJIb30BaThCA TOJBKO 10 YETKUM ITOKA3aHUSM.

Ucrounuk: Edward Mitre, Apryl Susi, Laura E. Kropp, et al.
JAMA Pediatr. Published online April 2, 2018.



