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ITpeacTapBienbl JaHHbIE TUTEPATYPbI H COOCTBEHHOE KIMHMYECKOe Ha0/ToieHne pebenKa ¢ peKuM reneTideckum cunapomom Ho-
xaHcoHa—bim33apaa. Ocodoe BHMMaHMe yle/leHO KIMHUYECKHM MPOSIBJIEHUAM 3200/eBaHNSA, XaPAKTEePHbIMH NPU3HAKAMU KOTO-
POro SBJAIOTCS MHOXKECTBEHHbIE MOPOKHM Pa3BUTHUSA: BPOXKIAEHHAS IK30KPUHHAS HEAOCTATOYHOCTh, AHOMAJIMH YeTIOCTHO-TUIEBOI
00JacTH, OPraHoB ciayxa u 3penus. I1pu npoBeaeHNH MOJIEKY/ISIPHO-TeHETHYECKOTO HCCIeI0BaHNS 00HAPYKeHA paHee He OMMCAHHAS
mytauus reda UBR1. Ilpencrasnen nuddepeHumnaibHbIi JUarH03 JAHHOTO CMHIPOMA U NOJJMKOMIIOHEHTHAS Tepanus, BKJII0Yaomas
JeueOHOe muTaHue U hepPMEHTHYIO TePANMIO NOKI3HeHHO. KaTamHecTHuecKoe Ha0moIeHNe B TedeHre 7 JIET BbISIBIIIO MOJI0KHUTEb-
HYI0 JMHAMHUKY 00ILero coCTOsHUA peGeHKa.

Karouesgwie crosa: demu, opgannsie 3a60aeeanus, cunopom Moxancona— bauszapoa, nankpeamuueckas Hedocmamo4yHoCmy, HOPOKU
paseumus.

The authors give the data available in the literature and their clinical observation of a child with Johanson—Blizzard syndrome, a rare
genetic disorder. Particular emphasis is laid on the clinical manifestations of the disease, characterized by multiple malformations,
such as congenital exocrine insufficiency and abnormalities of the maxillofacial region and the organs of hearing and vision. A mo-
lecular genetic study detected previously undescribed UBRI gene mutation. The paper describes the differential diagnosis of this
syndrome and multicomponent therapy involving clinical nutrition and enzyme therapy during life. A seven-year follow-up revealed

positive changes in the child’s general condition.

Key words: children, orphan diseases, Johanson— Blizzard syndrome, pancreatic insufficiency, malformations.

CI/IHJIpOM Moxancona—bnu3zapna  XapakTepusyet-
cs TaHKpPeaTU4ecKoil HeIO0CTaTOYHOCTBIO C MHO-
>KECTBEHHBIMU TTOPOKAMU Pa3BUTHS W HAHU3MOM. DTOT
CHHIPOM OTHOCHUTCSI K PEIKUM 3a00JIeBaHUSM W BIIEp-
Bble ObUT onmcaH Moxanconom n Bnuszapnom B 19711
Kak cremyer w3 maHHBIX JuTepatyphl [1—16], mmeercs
onucaHue He 6oJiee 50 ciydyaeB poXACHMS AeTeil C JaH-
HBIM CHHAPOMOM. B OTe4ecTBEeHHOW JMTEpaType MBI
He BCTPETUIM CBENEHWU O TaKMX IManueHTax. Jnar”o-
cruka cuHapoma MoxaHcoHa—Bnu33apna  BBI3BIBAET
GoJThININe 3aTPYTHEHUS HEe TOJIBKO M3-3a ero KpaltHe peli-
KO BCTPEYaeMOCTH, HO M B CBSI3W C BO3MOKHBIMU MHO-
TOYMCIICHHBIMU TTPOSIBJICHUSIMU, KOTOPBIE BCTPEYAIOTCS
B Pa3JIMIHBIX COUCTAHUSX.

3abosneBaHue oOycioBaeHO Mytauueil BreHe UBRI
Ha JJIMHHOM I1Jieue XpoMocoMbl 15—15q14-21.1 (OMIM
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243800). INaToreHes He yTouHeH. TuIl HacaenOBaHUS ay-
TOCOMHO-PELIECCUBHBIN.

Ecam riepednciissTh CUMIITOMBI, KOTOpbIe HaO 00N
pasHble nCCIeN0BaTeN! Y MAMEHTOB ¢ cuHapoM MoxaH-
coHa—bnm33apma, To mepevyeHb WX OKa3bIBACTCS JTOCTa-
TOYHO JJIMHHBIM: CUHAPOM MajibabCcoOpOLIMM BCIIEACTBUE
5K30KPUHHOM HEMOCTATOYHOCTH TIOIKETYIOTHOM XKete-
3bl, BPOXICHHBIN TUITIOTUPEO3 B Pe3yJIbTaTe TMIOTUIA3UU
IIATOBUIHOM 3Kele3bl, HU3KUI POCT, MUKpOLehaTus,
nedeKThl CKaJlbIla, peIKKUe BOJOCHI, KPyroBast ajoreiys,
WCKpUBJIEHUE JI0a, pacilerHa TyObl 1 Heba, Cy>KeHHBIN
HOC, TUIIOIIA3MsT KPbLIbEB HOCa, 3afepKKa B IIPOPE3bI-
BaHUU WIKM POCTE 3yOOB, MEJIKME KapyuO3HbIe 3yObl, aHO-
MaJiisi Pa3BUTUSI CJIE300TBOMASIINX TMyTEi, MbIIICYHAsT
TUITIOTOHUSI, CEHCOHEBpaJbHasl TJyX0oTa, He(EeKT MeX-
MPENCEPIHON  MJTM MEXCKETyTOYKOBOM  ITePETOPOIKH,
TMEKCTPOKApAMs, CTCHO3 JIETOYHOTO CTBOJIA, TPAHCIIO3M-
LIVST MATUCTPAIbHBIX COCYIOB, OTCYTCTBHE WJIW TUTIOTLIA-
3UST CeJIe3CHKM, TOJIMCITICHUS, TUAPOHEDPO3, aTpe3nst
WY CYXXEeHUEe aHyca, BJaraJullHO-IPIMOKUIIICUHbBIA
CBUIN, BJaraJuIIHAs Teperopoaka WM TUIPOMETPO-
KOJIBITIOC, MaJIEHbKUIA TIOJIOBOM YJieH, KPUIITOPXU3M, 3a-
JIepXKa TCUXUYECKOTO pa3BUTHUSI, TPOMOOLIMTONEHUS,
MHCYJTMHOPE3UCTEHTHOCTD, TUIIO- VJIK THUIIEPIIIMKEMMUSI.

OmHako BeIyIIUM CHMIITOMOM SIBJISIETCS 9K30KPUH-
Hasl MaHKpeaTuyecKas HelocTaTouYHOCTh. Mopdosiornye-
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CKOI OCHOBOI JaHHOW MAaTOJOTUU SIBJISIETCS] 3aMelLeHUE
allMHApHON TKaHUW TMOJXKEJTyI0YHOI Xee3bl XKUPOBbIMU
KJIETKaMU MTPU OTHOCUTEBHOM COXPaHHOCTU CTPYKTYPhI
u GyHKUMM MHCyasipHOro anmnapara. Kpome toro, ume-
€TCs1 TMIIOTEe3a, UTO HapyILIEHHOE KUILIEYHOE BCAChIBAHUE
MPOUCXOIUT BCJIEACTBUE YMEHbILIEHUS] MPOAYKIIMU BCEX
MaHKpeaTnyeckKux GepMeHTOB (JIMnasbl, aMUiIa3bl, TPUII-
cuHa). B GuonTare TKaHW IIUTOBUAHON XKeJe3bl HAXOMST
KpYIHbIE (HOJTUKYJIbI C KOJJIOUIHBIM CONEPXKUMBIM.

B HacrosiiieM coo011eHU MBI IpeacTaBiisieM coOCT-
BEHHOE HabJIIoeHNe MALMEeHTa ¢ CMHApoMoM MoxaHco-
Ha—bnu33apna. BriepBbie pebeHok nmoctynui B JleTrckuii
HAayYHO-MPAaKTUYECKUI LIEHTP MNPOTUBOPAIUALIMOHHOM
3amuThl MockoBckoro HWUW nenuatpuu u neTckoi xu-
pypruu B 2006 .

M3 cemeitHoro aHamHe3a  M3BECTHO, 4TO Opak
HE KPOBHOPOJCTBEHHbIN. Poautenn wumenu KOHTAKT
C PaJMOAKTUBHBIM TOIUIMBOM. Y Marepu AUAarHOCTUPO-
BaHa MAaTOJIOTHUS XEeTyI0YHO-KUIIEYHOTO TPAKTA (SI3BEH-
Hasl 60JiIe3Hb XeJyaKa), CepAeYHO-COCYIUCTON U dHIO-
KpuHHOM cucteMm. OTell ¢ MOMEHTa pOXIEHUSI peOeHKa
C CeMbell HE KMBET, CBEICHUIA O €r0 3JI0POBbE HET.

ManpuvK OT YeTBEPTOii OEPEeMEHHOCTH, BTODPBIX
ponoB Bcpok. OTmnepBoii OGepeMeHHOCTH (OT MEPBOTO
Opaka) y MaTepu POAWJICS CblH, KOTOPOMY B HACTOsIIIEe
B Bpemsl 27 JieT, cTpanaeT OpoHXMaabHON acTMOU U BpO-
JKJIEHHON CEHCOPHOM TYyroyxocTblo. Bropast u TpeTbst
0epeMEHHOCTU OT BTOPOTo Opaka 3aKOHUYMJIUCH BbIKU-
NIpIIIaMU Ha paHHUX cpokax. HacTosiniasi 6epeMeHHOCTD
npoTekaga Ha oHe aHemMuu c HedponaTvueil nepBoi
U BTOPO¥ TMOJIOBUHBI. Ponbl B cpok, dusnosornyeckue.
Macca Tena nipu poxxaenun 3220 r, nvHa 51 cM, olieHKa
o 1ikajne Anrap 7/8 6amnos. [1pu poxneHuu Obl1 nuar-
HOCTHMPOBAH MOPOK Pa3BUTUSI YEJTIOCTHO-JIULIEBOI 00J1a-
CTU: He3apallleHUe TBEPAOrO W MSITKOro Heba, BepXHel
ryonl. C mepBbIX MecsleB XU3HU HaOIoaalach HU3Kasi
npubaBka B Macce U pocTe: B3 Mec XM3HM macca Teja
3740 1, nnuHa 54cMm, B 1 rog — 7150 r 1 66 cM COOTBETCT-
BEHHO (T. €. 3a MEePBbIA TOJ] XXKU3HU MAJIbYMK BBIPOC BCETO
Ha 15cMm). OTMeuanoch TakXke OTCTaBaHUE TEMIIOB MO-
TOPHOTO Pa3BUTUSI: HaYasl JAepKaTh TOJOBY B 7 MEC XKU3-
HU, culeTh K 11 Mec XKU3HU, XOOUTh B 2,5 rona.

Y ManbuuKa C MepBbIX JHEH XU3HU HaOII0naIuCh
cje30TeueHue, MepUoANYecKre THOWHbIE BbIICICHUS
u3 m1a3. JluarHocTupoBaHa aHOMAaJIMs Pa3BUTUSL CJI€30-
OTBOIAILUNX ITYTEH.

C poxneHusi y pebeHka Ha ()OHE TPYIHOIrO BCKap-
MJIMBaHUsI, COEBbIX U IPYTHMX CMeceil OTMeUasicsl OOUIb-
HBI BOASHUCTBLIA HEIEPEBAPEHHBIN CTYJ C IPUMECHIO
>KMpa U CJIM3U, B KOIporpamme — crearopesi 1-ro u 2-ro
tinoB. B 4,5 Mec XXu3HU peOeHOK BrepBbie ObLT 00Ce-
noBaH B Pecny0iMKaHCKOM JEeTCKOM KIIMHUYECKOM 00JIb-
Huue B TatapcraHe. boii 3anono3pen cunapom LBaxma-
Ha — /[laiiMOHIa, TJIaBHBIMU TMPOSIBJICHUSIMU KOTOPOTO
CJIyXKaT BPOXIEHHAsI HEAOCTATOYHOCTh MOJXKETyJOYHOM
>KeJie3bl ¥ TeMaToJIOTMyecKre OTKJIOHEHUsI — yYallie Bce-
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IO aHeMMsS W TPOMOOITUTOIIEHMSI, peXe MaHIIUTOIICHMS.
C 7 Mec xu3HM pebeHOK Habmwomancst B PecryOnukaH-
CKOH JeTCKO# KIMHWYECKOU O0oiabHUIlE B MoOCKBe, Tle
cuaapomM [lIBaxmana—/laiiMoHIa OBUT MCKITIOUEH B CBSI-
3W C OTCYTCTBUEM KOCTHBIX W TeMaTOJIOTUICCKUX Hapy-
MEeHU, XapaKTepHBIX Ui JaHHOTO cuHApoma. Kpome
TOTO, OBUI WMCKITIOUEH MYKOBUCIIWIO3, ISl KOTOPOTO
TUTIMYHA BPOXICHHAS SK30KPWHHAS HETOCTaTOYHOCTH
TTOKETYMIOYHON 3KeJie3bl, TOTAa KakK Yy pebeHKa OTCYT-
CTBOBJIM OPOHXOJIETOYHBIC TPOSBIICHUS W TTOBBIIICHUE
YPOBHSI XJIOPUIOB TI0Ta, TPUCYIIAE MYKOBUCIIAIO3Y.
B nanbHelieM pebeHOK HadmoaaIcs ¢ TuarHo3oM: Bpo-
KIeHHasl TTaHKpeaTnJeckasi He0CTaTOYHOCTh, CHHIPOM
HapyIIeHHOTO KWIIIEYHOTO BCACHIBAaHUS.

BriepBbie auarHo3 cunapoMa Moxancona—ban3sap-
na B aekabpe 2001r ObUT 3aM0J03peH TEHETUKOM B Hayy-
HO-KOHCYJIFTATUBHOM  OTHEJICHUU MeanKo-reHeTude-
ckoro HayyHoro 1ieHTpa PAMH. TaM xe OblJ10 Ha3HAYeHO
negeOHOoe TuTaHue «HyTpusoH» u (hepMeHTHBIN Mpemna-
pat KpeoH B MaJjibix go3ax 1o 25 000 EJI B cytku. Ha atom
¢doHE YMEHBIIWJINChL CUMIITOMbI 3a0o0JieBaHUs: 00U
B XKMBOTE W PBOTA CTaJIM OTMEYATBCS PEXe, TMOSIBUICS
0(OPMJICHHBIH CTYJI, PeOCHOK CTaJl IPUOABISITh B Macce.

B xiinHuky JeTcKOoro HaydyHO-INpPakKTUYeCKOTo LIeH-
Tpa MIPOTUBOPATUAITMOHHOM 3aIMTHl MaJTbUUK BIIEPBBIE
moctymt B 2006 . B Bo3pacte 8 jieT. [Ipu mocTyruieHumn
MPEIBSIBISUTACH XAJIOOBI Ha TIepUOIMIeCKIe OOTU B XKHU-
BOTE, TOITHOTY, HEIepeBapeHHBIN CTYJ, HEIOCTaTOd-
HyI0 MpUOaBKy B Macce TeJia, MONepXUBaHUS U TOITaa-
HHE MWINNA W XKATKOCTH B ITOJIOCTh HOCA, CIIE30TCUCHME,
MOBBILIEHHYIO yTOMJIsieMOCTb. Torga macca pebeHKa
coctapisia 19kr, 4to ObUIO HUXKE 25-TO MEPLEHTUI,
apoct — 118cM, uTo TakKe HUXE 25-TO MEPUEHTUJIS.
WHTtennekT pebeHKa ObLT COXpaHEH, MaJIbuUK 00yJasics
B 00111e00pa30BaTeIbHOM IIKOJIE.

ITpu ocMoTpe obpaniaiv Ha ceds BHUMaHKWE CTUTMBI
I33MOpUOTeHe3a: BEICOKas IMHUS J10a, peaKre BOJIOCH,
YYaCTKU THE3THOM aJIoNeIuy B 00JIaCTH TEMEHU C pyo-
II0BO-M3MEHEHHOMN KOXei, TUITOIUTa3usl KPBUIbEB HOCa
W CY>KEHHBIN 3alleMJIeHHBI Hoc. KoXHbBIE TTOKPOBBHI
YUCTBIC, OJIEMHBIC, MHOXECTBCHHBIC TOCICOIEPaIMOH-
HBIe pYOITBI B 00JIaCTH BEpXHEH TYOBI, CMIUHUIHBIC MeJ-
KHe Kapuo3Hble 3yObl. A3bIK 00J10KEH OEbIM HAJETOM.
Jlumdoysznbl B nepenHeit meliHoi rpymre a0 0,7x0,5cwM,
B IPYTUX TPyMIax — MEJKUe, eIMHUIHbIC. B TeTKux mbI-
XaHWe BE3WKYISIPHOE, TTPOBOMUTCST BO BCE OTHEINBI, XPU-
1moB HeT. TOHBI cepiila OTYCTIIMBBIC, PUTM TTPABWIILHBIN.
YacTora cepreyHbix cokpaieHuit 80 B MUHYTY. ApTepu-
anpHoe napieHue 110/70mm pT cT. ZKUBOT MSTKuUii, 60-
JIE3HEHHBII TIPY TTAJIBITAIIMY B STTUTACTPATBHOM 00J1acTH,
touke Meito — PoGcoHa, Touke xeuHoro 1y3bips. [le-
YeHb y Kpas peOepHoOii TyTH, cele3eHKa He MMaTbIIupyeT-
cs1. Ctyn 2 pasa B CyTKH, CBETJI0-KOPUYHEBBIN, KallIUIIE-
o6pasupiit. CumnToM [lacTepHAIIKOTO OTPUIIATETHHBIN
cobeux cTopoH. MouencnyckaHue 0e300JIe3HEHHOE.
[TooBoe pa3BUTHE ITO MY>KCKOMY THITY.
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ITpu obcnenoBaHuM B KIMHUYECKOM aHaln3e Kpo-
BM B TMHAMHUKE JTBAXKIBl OTMEUAIach TPOMOOITUTOTICHUS
(113+10°/1, nopma 150—500 « 10°/;1), ocTajmbHBIE TTOKa-
3aTeNId B IIpenesiax BO3PACTHOM HOPMBI. AHATN3 MOYH
0e3 naTojioruu. B 6MOXMMHUYECKOM aHAIU3€ KPOBU: MO-
BBINIIEHNE YPOBHS IIEJI0YHOMN docdarTasbl 1 JaKTaTIeT -
JporeHa3bl. AMIIIa3a KPOBH, AMAacTa3a MOYM B TIpeaeax
HopMBI. [Ipu cepr KONPOJIOTMUYECKUX WCCIEIOBAHMMN
BBISIBJISLIACH TIepeBapeHHast KJieTyaTka W BHEKJIETOUHBIN
KpaxMas B HeOOJIBITIOM KOJIMYECTBE.

ITo maHHBIM YJIBTPa3BYKOBOTO MCCIICIOBAHUS OpTa-
HOB OPIOIITHOM TTOJOCTY TTOKETYI0YHAs JXejle3a YBelr-
YeHa, IMapeHXWMa HEOMHOPOMHAs 3a CYeT 30H pa3iind-
HOW WHTEHCUBHOCTU. M3MEHEHUI IPYyruX BHYTPEHHUX
OpPraHOB OPIONTHOM ITOJIOCTH U TMOYeK He 0OHapYXEeHO.
MarnutHo-pe3oHaHcHass Tomorpadusi (MPT) opraHos
OPIONTHOM TIOJOCTU TIATOJIOTUM CO CTOPOHBI TIOIKEITY-
TIOYHOM KeJie3bl He BBISIBUIIA.

YuuteBass coxpaHsouecs OOMW B XKHMBOTE, IIe-
PUOIUIECKYIO PBOTY, TOMEPXWBAaHUSI, MAJIBUYMKY ObLIA
mpoBeficHa (GhuOP0330(haroracTporyoIeHOCIOHOCKOITHSI,
Ha KOTOPOU BBISBJICH KaTapaJbHbIN pedirtokc-330darur,
HEIOCTaTOYHOCTh PO3ETKU KapIWU, TTaHTaCTPUT, 3epHU-
CTBIl OYJILOUT, TYOJeHOTACTPAIbHBIN pedItoKC U Iyoe-
HOCIOHUT C 3JIeMeHTaMH atpoduu ciausucroit. [lo maH-
HBIM DJKCIIPECC-TecTa Ha JJaKTa3HYI HeJO0CTaTOYHOCTh
ompezesicHa TUTIONIAKTa3us cpeaHeit Tsokectr. [1pu Mop-
(boormueckoM McciefoBaHUN TOIEH KUIIKU OTMEUEHBI
TIPU3HAKN HeCTIEITM(DUIECKOTO aTpODUUECKOTO CIOHMTA.

VaBTpa3ByKOBOE WCCIIENOBAHUE IMUTOBUIHOW Keje-
3Bl TIATOJIOTMYECKUX M3MEHEHUI He BHISIBUIIO, TOPMOHBI
IITUTOBUITHOM KeJe3bl B IIpemesiaXx BO3PacTHOW HOPMBI.
[To maHHBIM 3JIeKTpOKapAMOTPadUN 1 3XOKapauorpabun
TIPU3HAKOB TTOPOKOB cepiila He oOHapyxXeHo. 1o pe3yib-
TaTaM ayauorpaMMBbl KOHCTATMPOBaHA IPAaBOCTOPOHHSIS
HepOCeHCOpHasl TYroyxocTb 4-il creneHU. MabuuKy
OBUIa TIPOBEZICHa OPTOMTAaHTOMOTPaMMa, Ha KOTOPOiA OBLTO
BBISIBJICHO OTCYTCTBHE 3a4aTKOB TIOCTOSTHHBIX 3y0OB.

Ha ocHoBaHumn ocobeHHocTell (eHOTUIIA pebeHKa
(HUBKMIA pocT, nedeKThl CKaJbIla, PeIKUe BOJOCH, THe-
3IHAST AJTOTICIINS, TUTTOTLIA3MsT KPBITBEB HOCA, CYsKCHHBIHN
3allleMJICHHBI HOC), HAJIMIUS BBIPAXKEHHOUW BPOXKICH-
HOU 9K30KPUHHOW MTaHKPEaTUIECKOM HETOCTATOUHOCTH,
MBIIIIEYHOM TMTIIOTOHUM, aHOMAJUN Pa3BUTHUS CIIE300T-
BOISAIINX ITyTeU, BPOKIECHHON MPaBOCTOPOHHEU HEHpo-
CEHCOPHOU TYTOYXOCTH, CAMHUIHBIX MEJIKUX KapUO3HBIX
3y0OB, OTCYTCTBUS 3aYaTKOB ITOCTOSTHHBIX 3YOOB OBIT
ycTaHoBJeH cuHapoM MoxaHncoHa — bnuszapna.

B cBSI3M ¢ KOHTAKTOM POAMTENEH C PaTuOaKTUB-
HBIM TOIIMBOM OBUTIO TIPOBEICHO IIMTOTCHETHUYECKOE
obcienoBaHMe pebeHKa W MaTepu (OTell 00CIeIOBaHIIO
HenoCTyneH). Y pebeHKa BbISIBJCH MOBBILIEHHBIA ypo-
BEHb OJMHOYHBIX W MAPHBIX (DParMEeHTOB, TUIICHTPUKOB
Y TPAHCJIOKAIINI, YTO CBUIETEILCTBYET O CTPYKTYPHOM
HeCTaOMIIPHOCTA TeHOMa. AHAJOTUYHBIX W3MEHEHMM
y MaTepu He OTMEUCHO.

OPUITNHAJIbHBIE CTATbU HACJIE4ACTBEHHbIE BOJIE3SHU

B Hacrosiniee Bpemst Maibuuky 15 sieT. OH MOCTOSIHHO
HabJIoaeTcsl B HAILIEM OTIECJEHUU C €KErOfAHbIM K-
HUKO-J1a00paTOpHBIM oOcienoBaHreM. Macca pebeHKa
45k, poct 158,5cM. 3a mocienHue aBa roja MallbuUK
BbIpoC Ha 14 cM, mpubaBua B Macce 13 kn

3a UCTeKIIUii Meproj; OH HEOTHOKPATHO ObLT ONEPU-
pOBaH B OTHCJCHUN YETIOCTHO-JIUIIEBOMN xupypruu Poc-
CUICKOI JeTcKOoi KIMHWYecKol OonbHMIbI (MockBa)
110 MOBOLY BPOXIEHHOW CKBO3HOW pacCIleJIMHbI BEpPXHEN
ryobl 1 HeOa cieBa. [IpoBeneHO MHOTrO3TanHOE XUPYp-
ruyeckoe JieueHue — XeWoruiacTuka cjeBa, IMacThKa
MSTKOTO Heba, KOppEeKIMsS JTHAa HOCOBOTO XOHa, 30H-
NUPOBaHUE HOCOCJE3HOTO KaHajla clpaBa, YCTpaHEHUe
HEOHO-TJIOTOYHOM HEAOCTATOYHOCTH, TJIACTUKA HOCOBOIA
MEePETOPOJIKU C Pe3eKIMEN XpIeBON YacTu.

[To maHHBIM YJIBTPa3BYKOBOTO MCCJCIOBAHUS W KOM-
MTBIOTEPHOI TOMOTPadUH TTOLKETYTOUHOM XeJle3bl OTMe-
YyeHa oTpuuaTeabHast amHamuKa. Ecim B 2006 . Gblia BbI-
sIBJIEHA JIMILb HEOJAHOPOIHAsI ApEeHXMMa OpraHa, 3a CUeT
30H pa3HOI UHTEHCUBHOCTU, TO B 2010 . pu npoBeaeHnU
MPT oGHapyXeHbl TPU3HAKU XKUPOBOU TrUCTpodUu Nmos-
KeJyno4yHoit xene3bl. B Mapte 2013 . KoMNblOTEpHAs TO-
Morpadusi BBISIBUJIA OTCYTCTBHE TKAaHM ITODKETYITOYHOMN
KeJsie3bl U ee CyOTOTaTbHOE 3aMeIIeHUE XKUPOBOU TKaHbIO.

Pe6eHOK OBUT KOHCYIBTHPOBaH B THCTUTYTE TeHETH -
KU YeJoBeKa YHUBEPCUTETCKOTo rocnurtaist Maraedypra
(Tepmanust) mpod. M. Llenkepom. IlpoBeneHo MoJieKy-
JISIpHO-TeHeThYeckoe uccieaoBaHue rena UBRI y nipo-
0aHaa, ero CBOIHOro 6para (OT MepBoro 6paka mMaTepu)
U MaTepu.

VY Haitero 60sibHOTO ObLIA UACHTUDUIMPOBAHA KOM-
MMayHIHasl TeTePO3UTOTHOCTD IT0 IBYM M3MEHEHUSIM TIO-
cienoBatesbHocTel B 9k30Hax 10 u21. Dtu Bapuauuu
paHee He OOHapYXWBIU Yy MALUEHTOB C CUHAPOMOM
Noxancona—bmm3zapna. Tor ¢akT, 4To 06e OHM Hele-
THPOBAJIM VI M3MEHWIN BBICOKOKOHCEPBATHBHBIC O€I-
k1 UBRI, 3actapisieT npeanosoXuTb, 4YTO 3TU MyTalluu
CKOpee BCETO SIBIISIOTCA TPUYUHHBIMM, T.€. BBI3BATU
TTPOSIBJICHUSI CHHIPOMA.

Y Marepu u crapiiiero 6para ObUIM UCCIIE0BAHBI TE XKe
9K30HbI 10 1 21, u3MeHeHUs! ObLIM BBISIBJICHBI TOJIBKO
B ok30He 21. T.e. y HuX ObU1a OOHApYXEHA IeTEPO3UTOT-
HOCTb 10 OJJHON U3 UBMEHEHHBIX MOCeI0BATEIbHOCTEN,
UICHTU(DULIMPOBAHHON Yy MpobaHna. [eTepo3uroTHOCTh
no mytraiiu UBR1 cama no cebe, Kak M3BECTHO, HE Me-
eT GeHOTUITMYECKMX TTOCIIEeACTBUA. TaknuM 006pa3oM, BbI-
SIBJIEHHbIE U3MEHEHMUSI TTO3BOJISIIOT C O0JIbILION YBEPEHHO-
CTBIO YTBEpPXIaTh, YTO MaTh W CTApIIHMi OpaT SIBISIIOTCS
TeTepO3UTOTHBIMU HOCUTeNsIMU MyTauuu reHa UBRI,
OTBETCTBEHHOI 3a cuHApoM Moxancona—bnn3sapna.

B Hactosiniee Bpemsi peOEHOK MOCTOSIHHO TOJIy4YaeT
3aMeCTUTEeJIbHYIO Tepanuio KpeoHoM 175 000 EMl/cyT, nu-
tanue «Hyrpuzon» sneprus 2000 mi1/cyT ¢ noGaBieHUEM
6e3MOJIOUHBIX PUCOBOM M OBCSTHOM Kalll, KYpChl TUKBUI-
XKeHa (rperapaT CpelHeleNnoYeYHbIX TPUTIULIEPUIOB)
20 mi1/cyT.
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YuutsiBasi, 4TO NPU NMPOBEACHUU TIOCAEAHUX HUCCTIe-
JIOBaHUI OpPraHoB OpIOIIHOK TIOJIOCTH OBLIO BBISIBIIC-
HO cyOTOTaJbHOE 3aMellleHHEe KUPOBOM TKaHbIO TKaHU
MOKEIYTOYHON 3KeJIe3bl, Mbl PEIIMJIM TTOCTaBUTh BO-
MPOC O BO3MOXHOU TpaHCIJIAHTALIMU TIO/KETyI0YHOM
KeJie3bl. 7151 3Toro MajJibuuK ObLT MPOKOHCYJIBTUPOBAH
B DefepaIbHOM HAydHOM LIEHTpe TPaHCIUTAHTOJOTUU
uM. akagemuka lllymakoBa. TpaHcruianTauust Oblia pe-
KOMEHJIOBaHa B CJyyae [E€KOMIIEHCAIlMA COCTOSIHUSI.
Bruto nmpenyioxkeHo noaaepXuBaTh pedeHKa Ha 3aMeCTr-
TEJbHOI Tepanuu KPEeOHOM U CIIeLIMaIu3MpOBaHOM ITH-
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