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Pesiome

B cTaTbe NpefcTaBneHa coBpemeHHas nHGopMaLusa 0 BpOXKAeHHOM 3a60eBaHNM NoXKenyfoUHO N xene3bl — cuHapome LLiax-
MaHa-[anmonga. lNprBefeHo cobcTBEHHOE HabnogeHWe U pe3ynbTaThl 06CneoBaHNA pebeHKa C yKazaHHbIM CUHAPOMOM.

Knioyeeble cniosa: 0emu, 5k30KpUHHASA HEOOCMAMOYHOCMb, NOOXKETYOOYHASA XeNle3ad, ylbmpaszsyKosoe Ucci1e008aHuUe, CUHOPOM
lisaxmaHa-/latimoHda, 31acmasa Kand, NaHKpeamu4eckas He0oOCMamo4YHOCMb, CMeamopes, XUpHbllt Cmys

Abstract

The article presents modern information about the congenital disease of the pancreas - Shwachman-Diamond syndrome. Own
observation and results of the examination of the child with the specified syndrome are given.

Keywords: children, exocrine deficiency, pancreas, ultrasonic examination, Shwachman-Diamond syndrome, fecal elastasis, pancreatic

failure, steatorrhea, fatty stool

CungpoMm llIBaxmana-/laliMOHOa BIEPBBIE
onucaH B 1964 rony Kak BpOoxKAeHHAI 9K30KPHH-
Had HEIOCTATOYHOCTD ITOZKEAYIOYHOM XKeAe3bl 1
AUCYHKIINA KOCTHOTO Mo3ra. OTHOCUTCH K Pefi-
KHM 3a00A€BaHHUSIM C ayTOCOMHO-PEIIeCCUBHBIM
TUIIOM HacaemoBaHHUd. [lomyadiyioHHad 4acTo-
Ta 110 JaHHBIM Pa3AHYHBIX aBTOPOB COCTaBALET
1:50 000 -1 :70-100 000 HaceaeHuUs, COOT-
HOIIIEHUE YHCAa MaAbYHKOB W AeBo4deK 1,8 : 1.
B 2003 roxy 6w1a BeimeaeH reH SBDS, KoTopbrIit
KomupyeT 6eaok SBDS. Beaok B HEOOABIIIOM KOAH-
4ecTBe HaXOAUTCS IIPaKTUIECKH BO BCEX OpraHax
U TKaHSX YeAOBEUECKOI0 OPraHH3Ma (IIeYeHb, AET-
KHe, II0OYKH, TOAOBHOM MO3T,, TKaHU r'aas3a u T.1.),
B OOABIIIOM KOAWYECTBE B IIOIKEAYIOYHOH IKe-

Ae3e, KOCTHOM MO3re U KOCTHOM TKaHU. /[laHHbIH
cuaapoMm y 80 % manueHToB BBI3BaH MyTaluel
B reHe SBDS: ¢.183_184 delinaCT; c.258+2T>C.
[TpumepHo B 11-18 % caygaeB cuHApOMA HaTO-
AOTHYECKHE MyTaIllMH He OOHAPYKUBAIOTCH, YTO
HE MCKAIOYAET HAAWYMSA JAaHHOIO 3a00AEBaHMUS.
Puck pazButusa 3aboreBaHus y pebeHKa pa3BU-
BaeTcd B CAydae, ECAH y MaTEPHU U OTIIA €CTh Jie-
dexT B rexne SBDS [1, 2, 3].

Cunnpowm llIBaxmana-/latiMoHZIa HE UMEET
cobctBenHoro koga mo MKB-10. Hcnoab3yeTcs
kon K86,8 — npyrue yTouHeHHBIE 3a00A€BaHUS
OIKEAYIOYHOM XKeAae3bl, Anbo kKox Q45,3 — npy-
THe BPOIKIEHHbIE aHOMAAWH IT0/IZKEAYTOTHOH 3Ke-
A€3BbI U IIPOTOKA IO/IIKEAYJOIHOHN KEAE3BI.
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OK30KpHHHAA (PYHKIHUA IOAKEAYAOUYHOH
JKeAe3bl COCTOUT B BBIPA0OTKe (DepMEHTOB U OU-
KapboHaToB. 3HAUYUTEABHAs HEAOCTATOYHOCTH
9K30KPHUHHON (PYHKIIUH IIOIKEAYIOYHOH KeAe-
3bI C BbIIIAJ€HUEM IIPEUMYIIIECTBEHHO AUTIa3HOH
aKTHBHOCTHU [IPOSIBASETCS HEIlepeBapeHHbIM da-
CTBIM OOMABHBIM CTYAOM C XapaKTepPHBIM JKUP-
HBIM OAECKOM U CBO€OOpas3HBIM 3amaxoM. [Ipo-
CTEUINHH TECT Ha 9K30KPHHHYIO IIaHKpeaTHde-
CKYIO HEJIOCTATOYHOCTE — 9TO BBIIBACHHE YBEAU-
YeHHs KOANYEeCTBa HEUTPaABLHOTO KHUpa B KOIIPO-
rpamme. [IIUPOKO HUCIIOAB3YETCS AUITHAOTPaMMa
Kaaa; 9T0 UCCAEOBaHUE II03BOASIET IIOAYIYHUTE KO-
AWYECTBEHHYIO OLIEHKY cTeaTopeH. [lamuentam
peKoMeHayeTCcd IIPOBECTH aHaAWU3 Kasa Ha KO-
AWYECTBEHHOE OIIPEEACHHE ITPOTEOAUTHYIECKO-
ro pepMeHTa — IaHKpeaTHdecKas aaacrasa 1.
[Tpu cungpome llIBaxmana—-/latiMmoHza 3TOT HO-
KaszaTeAb OyZeT 3HaYUTEABHO HUIKE HOPMBI, Ha
YPOBEHD IIOKAa3aTeAs He BAHUAIOT AHeTa, IIPHEM
IpernapaToB 3aMeCTUTEABHOU Tepanuu [3, 4, 5].

SpKuM IpogBAeHNEM 3a00A€BAHUS SIBASIIOT-
cd U3MeHeHUs B remorpaMmme. Y 98 % namnueH-
TOB B KAMHHYECKOM aHaAH3€ KPOBH BBISIBASIETCS
HeUTPOIIeHNs, pexke aHeMUusd U TpoMOoIuToIe-
Hud. Y 2/3 nanmueHTOB HEUTPOIIEHHUS HOCUT IH-
KAWdecKui, y 1/3 oHa HOCHUT IIOCTOSSHHBIN Xa-
paxTtep. CHHKeHHe HeHTPo(dHAOB B KPOBH IIO-
BBIIIIAET PUCK MH(EKIHUH, IeTH dallle II0ABEpP-
JKEeHbl PEeCIIUPATOPHBEIM 3aboaeBaHUAM, adTO3-
HBIM cToMaTtuTaMm [1, 2].

[lepBble KAMHHUYECKHE IIPOIBACHUS OoAe3-
HU B BH/E YaCTOIO KalTHUIIeO0pa3HOTo U KHUP-
HOT'O CTyAa C PE3KHUM HEIIPHUATHBIM 3allaxoM Ha-
6AIOAIOTCS IIOCAE BBEIEHN IPUKOPMa UAH I10-
CA€ IIpEeKpallleHud I'PyAHOI0 BCKapMAHBaHUL.
MaabaurecTus IPOTEUHOB IIPUBOAUT K Pa3BU-
THIO OEAKOBO-3HEPTETHYECKOH HEeZ0CTAaTOYHO-
CTH, [IPOSIBASIIOIIEHCS IIPOTPECCHPYIOIINM II0XY-
[eHueM, Aeruaparaiyel, nepulinToM BUTaAMHU-
HOB ¥ MHKPOODAEMEHTOB, aHeMHuel. [lanuentam
4acTo OUTMOOYHO CTABAT AUATHO3 MYKOBHCITH-
1033, B TO K€ BpeMsI CEKPeIlHs KUIKOCTH U Ou-
KapboHATOB, MOKa3aTeAN HATPHSI U XA0OpPa B II0-
TOBOH KHUIKOCTH HAXOAATCH B IIpe/ieAax HOPMBIL.
OctpoBKU AaHrepraHca, BIpabaThIBAIOIINE HH-
CYAWH, ocTaoTcsa 6e3 matosoruu [2, 3, 5].

[MTpumepHo y 50-80 % m1aiineHTOB OTMEYAI0T
IIaTOAOTHIO II€YEeHH, YV YaCTH IIallUeHTOB yKe B
IIepHoIe HOBOPOXKIEHHOCTH MOXKET IIPOSBASITE-
cs rertaToMeraAud. [IpakTHdecKu y BceX GOAB-
HBIX B OMOXUMHUYECKOM aHaAN3e KPOBU IOBBIIIIE-
Ha akTUBHOCTE pepMeHTOB AAT, ACT, 11ieaogHoi
docdaraspl, CHUKEH YPOBEHb XOAECTEPHHA,
ImaHKpeaTu4ecKoil amuaassl [3, 5.

¥ 30-35 % GOABHBIX B KAMHHUYECKOH KapTH-
He OTMeYaloTCd SBACHHUS IIUINEBOH aAAepTHU. Y
4acTH AeTed oTMedaeTcsd 3alepzKKa IICHXOMO-

TOPHOTI'O H HHTEAAEKTYyaAbHOI'O pa3BuTud. Cpenu
KOCTHBIX aHOMaAHui Hanboaee 4acTO PETUCTPH-
pyeTcd 3amepikKa KOCTHOTO BO3pacTa, MaA€Hb-
KHH pOCT, aHOMaAWH Pa3BUTHS I'PYIHOU KAETKH,
KAWHOAKTHAWS, TUIIONIAA3US (pasaHT, MeTadu-
3apHasd AHUCXOHAPOIIAA3USd, BaAbI'yCHAd HAHM Ba-
pycHaga nedpopMaliys CTOII, YacTO OTMedaeTcs
octeoropos. IIpu peHTreHOAOTHYEeCKOM obcAae-
JOBAHUU OOHAPYKMBAETCHd 33aePKKa KOCTHO-
ro Bo3pacTa, aCUMMETPHYHOEe KOCTHOE co3pe-
Banwue [1, 3].

[Ipu yABTPa3BYKOBOM HCCAEIOBAHUU IIAITH-
€HTOB paHHEero Bo3pacTa oOHAapyKHUBaeTcs He-
3HAYUTEABHOE YBEANYEHHE Pa3MEPOB IIOIKEAY-
nouHoH keae3pl. [IpH3HaKH KHUPOBOH AUCTPO-
dun HapacTaloT C BO3pPacToOM, KaK CAEICTBUE
pa3Mepbl IOIKEAYJOYHOH KeAe3bl YMEHBIIIAI0T-
cq. [Tporpeccupyroliiee ;KUPOBOE IIePePOKACHHIE
BeZleT K AUTIOMAaTO3HOMY 3aMeIIeHHIO alllHO3HO-
T'0 KOMIIAEKCA 3KeAe3bl 0e3 (pubpo3Hoii nereHepa-
IIUH, CTPYKTYypa IIPOTOKOB U KAETOK OCTPOBKOB
AaurepraHca coxpansercd [1, 2, 3].

[uarHo3 ycraHaBAMBaeTCs Ha OCHOBaHHU
COBOKYITHOCTH KAMHHYECKHUX CHMIITOMOB, Aa-
60paTOPHBIX TECTOB M MHCTPYMEHTAABHOTO HC-
caeoBaHUd. 30A0TOH CTaHAAPT AUATHOCTHUKU U
OLIEHKH 9K30KPHUHHOM (DYHKIINH ITOIKEAYI0UHOH
JKEeAe3bl — OIIpelleACHHUEe ITaHKpeaTHYeCKOH aaa-
cTasbl Kasa. 30A0TBIM CTaHAAPTOM AHATHOCTH-
K1 cuanapoma llIBaxmaHa-/lafiMOHIa SBASETCS
npoBenenue [JHK-ararHoCTUKY C OIIpeAeACHUEM
MmyTauuii B rene SBDS, pacnoaokeHHOM B 7-#
xpomocome 7q11.22 (pucyHoK) [1, 2].

PucyHoOK. 7-a xpomocoma.
Mamonozauyeckaa mymayus e O/TUHHOM nJiede
7-li xpomocomel 7q11.22, npueodsauwas kK paseumuto cuHopoma
LWeaxmaHa-/JaiimoHOa, ykazaHa cmpenkou
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[TaTorenerudeckoe aeuyeHne cuaapoma llsax-
MaHa-/lafiMOHZIa OTCYTCTBYET, B TE€pPaIlUU UC-
IIOAB3yeTCs KOMIIAEKCHBIH moaxon. KoandecTBo
KaAOPHI B pallioHe JOAXKHO cocTaBasaTh 120-150 %
OT AHEeTbl, PEKOMEHIOBAaHHON 3M0POBBIM Ie-
TSM TOTO Ke Bo3pacTa. [JoIIoAHUTEeAbHOEe ITUTAa-
HHe [I0Ka3aHO AeTIM C AePHUIIUTOM Macchl Teaa
> 10 % u B3pocasiMm ¢ UMT < 18,5 kr/m?. B ka-
YecTBE IOIOAHUTEABHBIX A€UYEeOHBIX IIPOAYKTOB
PEKOMEHIyeTCs BBEAEHHE CIIEIINaAN3uPOBaHHO-
ro nuraHud. [Ipu asseprun Ha 6G€AOK KOPOBBE-
IO MOAOKA HA3HAYAIOT AeUeOHYIO0 CMeCh C TAy6o-
KHM THAPOAN30M Geaka. 3aMecTUTeAbHas Tepa-
nug pepMeHTATUBHBIMH IIpernapaTaMy B BbICO-
KHX [03aX IIPOBOAUTCH IOXKU3HEHHO. [Ipenrio-
YTHUTEABHEE HCIIOAB30BaTh MHKpOC(epHuIecKue
dopMBI (pepMEHTHBIX IIPETIAPATOB C PA3HOH cTe-
IIEHBI0 aKTUBHOCTHU AUIIA3bI. [Ton KoHTpoAeM 00-
IIIETO aHaAU3a KPOBH IIPOBOAUTCH KOPPEKITUS I'e-
MaTOAOTHYECKUX HapYILIEHUHY (IpaHyAOIIUTapHBIH
KOAOHHECTUMYAUPYIOUHH (hakTop «granulocyte
colony - stimulating factor (GCSF)». [daurean-
HBIMH KypcaMH{ Ha3Ha4aloT BUTaMUHOTEPAIIHUIO
(A, D, E, K), npenapaTtsbl 3xeae3a, KaAbIlUs, TeTra-
TOIIPOTEKTOPHI, IPOOHOTUKY |1, 2].

HemocrarounocTs BbIpabOTKU ITaHKpPEATH-
YEeCKHUX (PEPMEHTOB IBAFETCS COCTOSIHUEM, CIIO-
COOHBIM IIPUBECTHU K BBIPAIKEHHOMY UCTOILEHUIO
U CMEPTH HallHeHTa IIPH OTCyTCTBUU alleKBaT-
HOTO AedeHHsd. [leTH morubaroT B IepBbIe IOObI
JKU3HU [IPH IIPUCOEIUHEHNH TIXKEABIX PEIlVIH-
BUPYIOIINX BUPYCHO-0aKTepUAABHBIX HH(PEKITHH
KOXKH, CAU3UCTBIX, THEBMOHUHU. MccaenoBaHuda
CBHUIETEABCTBYIOT 00 YMEHBIIEHUH C BO3PACTOM
y GOABLHBIX CTEIIeHH BBIPAZKEHHOCTH 9K30KPHH-
HOM HEIOCTATOYHOCTH IIOIKEAYIOYHOH KeAe3bl
Y BOCIIPHHUMYHBOCTH K MHQEKIUIM. ['emaToso-
TUYecKHUe HapylleHus, H3MeHeHNT KOCTHOH CH-
CTeMbI, OTCTaBaHHe IICHXOMOTOPHOTO Pa3BUTHUS
IIPOTPECCUPYIOT CO BPEMEHEM; IIPOU3OILIEAIINE
U3MEeHEHUs He BocCTaHaBAMBAaIOTCA [1, 3.

[IpencraBageM caydaidl AUArHOCTHKHU CHH-
npoma llIBaxmana-/lafiMOHZIa TOAOBAAOMY pe-
6eHKy, pacCMOTpPEHBI 0COGEHHOCTH KAWHU-
YeCKOM KapTHHBI 3a00AeBaHUs, IpeacTaBAe-
HBI Pe3yAbTATBhl IPOBEIEHHOTO 006CA€TOBAHUS.
OCHOBHBIE KaA00BI: C POKIACHNT HU3KHE eXKeMe-
CsYHbIe TIPUOABKH MAaCCHI T€AA U POCTA, IIIEAY-
IIeHHUe W THIIePEeMHUS KOKH, JKUPHBIH CTYA.

Anexkceir 1. poouaca B mapte 2022 roxa.
Pomurean cunraroT cebs 3mopoBbIMH. Bepemen-
HOCTB IIepBas, IIpoTeKaaa C YIPo30# IIpephIBa-
HUd B 1-#, 2-11 moaoBuHe. Bo 2-# moroBHuHe Gepe-
MeHHOoCTH Oymyias mama rmeperHecaa COVID-19.
AaneprorormdecKui ceMeHHBIN aHAMHE3 OTATO0-
IIIEH — Y MaMbl aAAepryd Ha JOMAIIHIOKO ITBIAb,
IIBIABITY ITOABIHU. Posibl cpounble. Macca Teaa nipu
poxnerunu 2990 rpammoB, nanHa S50 cM, COOT-

BETCTBYIOT T'€CTallMOHHOMY CPOKY, C HE3Ha4YH-
TEALHOH TeHIeHIIHMel K 3aep3KKe Macchl TeAa
(Macco-pocToBoO# moKaszaTeab 59,8, mIpu HopMe
6oablre nAM paBHO 60), YTO CBA3AHO C IIEpeHe-
CEHHO BHYTPUYTPOOHO THIIOKCHEH (OKOAOTIAOI-
HBIEe BOABI OBIAM OKpallleHbl MeKoHueM). Poamia-
ca 6e3 acUKCHH, OIIEHKA I10 IITKase Atrirap 8-9
6asroB. MakcuMasbHasg yObBIAL MacChl TeAa CO-
craBuaa 8 % Ha 4-% neHb (HopMa 10 6 %). Bak-
IIMHAIINS IPOTUB renatuta B, TybepKkyaesa, Heo-
HATaABHBIH, ayqHOAOTHYECKHUH CKPUHUHT ObIAK
IIPOBENEHBI B JEKPETHPOBaHHbIE IIPHKA3aMHU CPO-
Ku. PeGeHOK BhIIMCAH Ha aMOyAaTOPHBIH 2Tall
Ha 5-Y [AeHb XKU3HHU B YIOBAETBOPUTEABHOM CO-
crogHuu. C poxkaeHus peOeHOK OBbIA HaA TPYI-
HOM BCKapMAHBaHUHU. B Bo3zpacTe nepBoro Mme-
cq1ia XKU3HHU Ha (POHEe BCKapMAUBaHUL I'PYAHBIM
MOAOKOM IIOSSBHAWCH PAaCIIPOCTPaHEHHBIE JAe-
MEHTBI TUIIEPEMHH U CyXOCTH KOXKH, PACIIeHEH-
Hble KaK IIPOSIBA€HHE aTOIIMYECKOTO AepMaTH-
Ta. [IpubaBka MmacceI Teaa 3a mecsir 500,0 rpam-
ma (mpu HOpMe 600,0-800,0 rpamma). B BO3-
pacre 3 HemeAb MaTh oOpaTHAa BHUMaHUE Bpa-
4ell Ha IIOBBIIIEHHOE ra3zoobpas3oBaHue, U3Me-
HEHHE KPaTHOCTH M KadecTBa CTyAa: 3€A€HBIH,
3-4 pas3a B CyTKHU, C IPHUMeChI0 cAn3U. CyXOCTbh,
HIeAyIIeHHEe KOXKH COXPaHAIOTCI U YCHUAUBAIOT-
cg Ha (poHe COOAIOZIEHUS THIIOAAAEPTEeHHON TU-
eThl, PEKOMEeH0BaHHOH MaTepu. B mecar, B co-
OTBETCTBHH C IIPUKA30M 10 HAOAIOIEHUIO AeTei
IIEPBOrO rofa KM3HU, MaABYHUK OBIA OCMOTPEH
CIIEIIMaAHCTaMH, BBIIBAE€HBI I'HIIOCIIAAMNs, aToO-
nuyeckuy nepmatuT. I1o moBoay BBICHIIIAHUN B
Bo3pacTe 2 MecsaleB pebeHOK ObIA KOHCYABTHU-
POBaH BpadyoOM-IEePMAaTOAOTOM. YCTAHOBAEH IH-
arHO3: KCepo3 KOXKHU, peKoMeHaoBaHa obpabort-
Ka KOXKH 3MOAEHTaMH.

[ToBbIIIEHHOE Ta3000pa3oBaHUe, COXpa-
HSIOIIUHACSH CTyA C IIPUMECBHIO 3€A€HH, HHU3Kad
opubaBKa MacChl TeAd CTAAW IIOBOOOM AT Ha-
IpaBAeHUA pebeHKa Ha KOHCYABTAITHIO K Bpady-
UHQEKIIHOHUCTY, KOTOPBIA HCKAIOYHA OCTPYIO
natoaoruio. B Bo3pacTe 3 MecsaIeB ¢ y4ETOM CO-
XPAHSIOIINXCH 3KaA00, KAMHIYIECKUX IIPOSTBACHUH
pebeHOK ObIA TOCIIHTAAN3UPOBAH B AETCKYIO I'O-
POLCKYI0 KAMHUYECKYI0 OOABHUILY [AS BBISICHE-
HUS IPUYHHBI HAPYIIeHUH, rmoagbopa Tepamuu.
B remorpaMme 6blaa BBIIBA€HA aHEMHUS MHKPO-
nuTapHad HOpMOXpoMHas, ypoBeHb Hb B nunHa-
muke 74-80-103 r/a, popMyara KpoBU B HOPME.
Komporpamma — HeWTpaAbHBIH KUp +++. B 610-
XUMHUYECKOM HCCAEOBAaHUU AHATHOCTHPOBaHBI
BBICOKHE YPOBHH ITUTOAUTHYECKHX (PEPMEHTOB:
ACT - 101 EO/A, AAT - 54,5 El/A, Ha (hoHE
IIPOBOAVMOHN TepaIliy He3HAYUTEeAbHOE CHUKe-
Hue ACT (94 E[/A) u AAT (51,3 E[I/a), obrwii
Genrok cHHUXKEH 10 49,8 T/A. YcTaHOBAEH KAMHU-
4YeCKUH AUarHo3: aTOIINYeCKUY AepMaTHT, MAa-
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neHdeckas opMma, pacIpoCTpaHEeHHBIE BapH-
aHT. AHeMHS MHKpOILIUTapHad CpelHeM crelie-
HU TaXKecTU. BeaKoBo-sHepreTudeckas HeIo-
CTATOYHOCTD 2-U CTEeIIeHH (Oe(PUIIUT MacChl Teaa
29 %). [lepeBeneH Ha BCKapMAHBaHHE CMECHIO C
BBICOKO# CTelleHbI0 TuapoAn3a 6eaka HyTpuaon
[Tenrtu 'acTpo, Ha3HaAYEHbI (PEPMEHTHBIE MHKPO-
cchepuueckue IIpenapatbl. PekoMeHI0BaHO aM-
OyAaTOpHO HCCAEIOBaHNE KOIIPOI'PAMMBL B [IH-
HaMuke. HeomHOKpaTHO B KaAe COXPaHSIOTCH
JKUPHbIE KHUCAOTHI, HEHTPaAbHBIH KUP CIIAOMIb
B IToAe 3peHus. M3aMeHeHne HapyllleHud IlepeBa-
pUBaHUa AUIIHIOB Ha (poHe IIpHeMa PepMeHT-
HBIX IIperapaToB COXpPaHsIeTC.

[NToBTOpPHAs rociuTasn3aIys B Bo3pacre 6 Me-
CAIIEB B CBSI3U C COXPaHSAIOIIUMUCS Karo0aMu Ha
HaAWYHe KOXKHOTO CHHAPOMA, HU3KOH ITPHUOaBKHU
MAacChI TeAa, ZKUPHOT'O CTyAd. YPOBEHb ITUTOANUTH-
YeCKHX (PEPMEHTOB 3HAYUTEABHO IIPEBBIIIIAET HOP-
my: ACT - 345 EIl/a, AAT — 431 EI/A. Pexkannb-
HBIH KaAbBIOPOTEKTHH — 117 MKr/T. Y 3M0pOBBIX
netTel HOpMaAbHBIN YPOBEHb KaABIIPOTEKTHHA B
ctyae < 50 MKT/T, IpeBBIIIeHNEe KaABIIPOTEKTHHA
Boire S0 MKr/T, HOo HIzKe 200 MKT/T paclieHHUBa-
eTcd KaK yMEPEHHOe ITI0BBIIIIeHHE, CBHIETEABCTBY-
IOIllee 0 HAAMYHHM BOCIIAAUTEABHOI'O IIPOIlecca Co
CTOPOHLI KulllegHuKa. LlepyromaazmumH — 189 mr/a
(mopma 150-300 mr/a). KOK - 72,4 EIl /A (HOpMa
20-200 EZI/ a). ITorozxuTeasnsble IgG K KaricHHO-
My U SAepHOMY aHTHUreHy, IgG K Bupycy Dnuirrei-
Ha-Bapp. B komporpamme: HEUTPaAbHBIH KU
Bcé ntoae 3peHusa. Ha done Tepannu natTepdepo-
HaMH KPaTKOBPEMEHHOE CHUKEHHE yPOBHEH I1H1-
TOAUTHYECKUX (PepPMEHTOB, COXpaHAIoIeecsd Ha
3HAYUTEABHO IIPEBBIIIAIONINX HOPMY yPOBHSX.
C yd4eToM IaATOAOTHYECKUX OHMOXMMUYECKUX H3-
MEHEHHUH, AT UCKAIOUEHHT HaCA€ICTBEHHOM Ia-
TOAOTHH B MeIMKO-reHETHYECKOM HayJHOM IIeH-
Tpe umenu H. I1. Boukosa (r. MockBa) 6b1aa mpo-
BeZleHa TaHeMHas MacC-CIIEKTPOMETPUS — HaH-
HBIX 32 HaCA€ICTBEHHbIE aMUHOAITHIOIIATHH, OP-
raHW4YecKHe alluaypuH, AeeKThl MUTOXOHIPH-
aABHOTO OKHCAEHHS He BBIIBA€HO. [IpoBeneHO
yraybaeuntoe [JHK-mccaenoBaHue OAS UCKAIOUE-
HHY MYKOBHCIIMI03a — MyTaIlMH METOIOM 9K30M-
Horo cekBeHHpoBaHud B reHe CFTR He HalineHbI.
JIASI ICKAIOYUEHUS HACAEICTBEHHBIX 60Ae3Hel 06-
MeHa OBbIAO IIPOBENEHO CEKBEHHPOBaHUE IIaHe-
AVl T€HOB — IIATOAOTHYECKHUX MyTallui He BbIAB-
aAeHo. KoHcyabpTanyug Bpada-reHeTHKAa: C yIeTOM
IIPOBEIECHHOTO 00CAEIOBAHUS JAHHBIX 38 HACAE/I-
CTBEHHYIO ITaTOAOTHIO He BbIIBA€HO. CocTossHUE
pebeHKa 0CTaBaAOCh THAKEABIM: UMEIOTCS TPO(OH-
4ecKHe HapylleHHd, COXpaHsaeTcs KOXKHBIN CHH-
POM, YacCThIf JKUPHBIM CTYA CO CAM3BIO. PebeH-
Ky YCTaHOBHAM KAMHHYECKHH OHArHO3 — XPOHH-
YEeCKUMN KPUIITOI€HHBIN IellaTUT YMEPEHHOM CTe-
II€EHH aKTHBHOCTH.

B BospacTte 1 roma 5 mecdarieB y peGeHKa co-
XpaHdeTcs 3aAepKKa (PU3NYECKOI'0 Pas3BUTH,
IIoKas3aTeAH MacChl TeAd COOTBETCTBYIOT Cpel-
HETIKEAOU CTeleHH OeAKOBO-3HEPreTHYeCKOH
HemocTaTodHocTH (9,8 Kr, HUKe 3 TIEPLEHTH-
Aeti), pocT 76 cM (25-10 nepuienTHAei). UHIEKC
macce! Teaa (MMT) 16,97. KoxKHBIH CHHOPOM B
BH/Ie IIOBBIIIEHHON CYXOCTH U IIEAYIIIeHHsd Ha
doHe AeueOHOr0 TUTAHMUS, ITOAKOKHO-KHUPOBOH
CAOH IIpaKTHYECKH OTCyTCTByeT. CoxpaHdeTcs
mutoan3 AAT — 118 Efl/a; ACT - 132 El/A. B
KOIIpOorpaMMe: HEUTPAABHBIN KUP CIAOIIL BCE
II0A€ 3PEHUS.

C y4eToM yXyAILeHUT COCTOSHHUS, COXPaHs-
IOIIIETOCS KU PHOTO CTYA&, IIOBBIIIIEHHOI'O YPOBHS
BHYTPHUIIEYEHOYHBIX (PepPMEHTOB Oblra OYepes-
Had rocriuTaausalus pebeHka B 1 rox 4 mecdriia.
[Ipu npoBeneHUU Aa60PATOPHOTO 06CAEIOBAHNS
YPOBHH ITUTOAUTHYECKHUX (DEPMEHTOB IIOBBIIIE-
Hel: ANT - 217 E[l/A, ACT - 218 E[1/ A, 11EAOYHAS
docdaraza — 257 EA, Al - 523 El /A, amuaa-
3a — 30 EIl/A, raroko3a KpoBU — 3,7 MKMOAB/ A,
o611t 6eaok — 61 v/A. B reMorpaMMme aHEMUS —
Hb 90 r/A, ypoBeHb TPOMOOIIUTOB Ha HUXKHEH
rpaHuile HopMbI — 157*10°. IIpoBeneHa 3AacTo-
rpacus IedeHu CABHUIOBOM BOAHOH — 3HAYEHUE
JKECTKOCTH cocTaBasieT 6,3 kPa, uTo XapakTepu3sy-
eT HaYaAbHbBIH Pubtpo3. Y3 momasKeAyI09HOH Ke-
Ae3bI — ToAOBKa 1,4 cm; Teao 1,0 cm; XBocT 1,4 cMm.
Pa3mepsl keae3bl He yBeAHMUYeHBI, IIapeHXuMa
ONHOpPOAHAsI, HOPMaABHOH 3XoreHHoOCTH. [laH-
KpeaTHdecKas saacTasa Kasa — YPOBEHb MeHee
15 Mkr/r (1pu HopMe 200-400 MKr/1). CHIXKE-
HUe ITaHKpeaTH4eCKOH saacTasbl Kasa MeHee
100 MKT CBHUIOETEABCTBYET O THMKEAOH CTEIIeHU
IaHKpeaTH4YeCKOH Hel0CTaTOYHOCTH.

C HanpaBuTeAbHbIM nuarao3oMm: K73.8 Xpo-
HUYEeCKUH KpUIITOTeHHbBIHM renatuT; K86.8 Bremni-
HeceKpeTopHas IaHKpeaTHdecKas HeJOoCTaTOd-
HOCTbB TSIZKE€AOH CTelleH! — peGeHOK ObIA HAIIpaB-
A€H Ha roCliTaAu3aliiio B PoccuiicKyo 1eTcKyio
KAUHHYECKYyI0 GoabHHuIly PTAOY BO PHUMY
umenu H. U. [Tuporosa B Bo3pacte 1 roga 5 me-
CAIIEB OAY YTOYHEHHS AMAarHo3a, OIPeAeACHUs
TepareBTUYEeCKON TaKTUKU. [Ipu IocTyraeHuHn
3KaAOOBbI Ha KUPHBIHA cTyA. Ob6caemoBaHME BBI-
gBHAO HM3MeHeHHsd B remorpamme: aHemus (Hb
112 r/a); MCV - 72-84 a (HopMa 85 ¢a); MCH —
23-31 ur (Hopma 27-30 mr); TPOMOOITUTEI —
173*10°, Ha HUXKHEH TpPaHHUIle HOPMBI, YPOBEHD
AEMKOIIUTOB B HOpMe, HeHTponeHus — 33 ThIC/
MKA. B 6MOXHMHYEeCKOM aHaAn3e KPOBH CHHIPOM
muroansa no 7 Hopm: AAT — 324 El/A; ACT —
269 E/1/A. A3oTeMuH HET, GEAKOBO-CHHTETHIECKAST
dYHKIIHS IIeYeHH B HOPME, SAEKTPOAHUTHI B
"HopMe. ['mmokoaryasrna: AYTB - 39,9; MHO —
1,25; 1B — 73 %, pubpunoreH — 1,54 r/a; iaaz-
muHoOreH — 84,6 % (Hopma 91-101 %); ADII yBe-
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andeH no 50,66 ME/mMa (Hopma 0-5,5 ME /wMa).
[Mporenn C — 62 % (Hopma y mereil mo roma mo
60 %). KOK — 100 En/a (Hopma < 24). Aununo-
rpaMMa: ypOBEHDb XOAECTEPHUHA, TPUTAHUIIEPHIOB,
AWTIOIIPOTEUIOB BBICOKOH M HU3KOH IIAOTHOCTH,
HHIEKC aTe€POreHHOCTH — II0Ka3aTeAd B HOpPME.
AnTHTeAa K TKAHEBOH TpaHCTAIOTAMUHA3€E, TAU-
anuHy — HOpMa.

HBs-anturen — orpullaTeabHBIH. Ig Kaac-
ca M K IIETOMErar0OBHPYyCHOH MH(PEKIINH, TOK-
coraasMosy — orpuniateabHo; IgG k IIMB — mo-
aoxxuteabHo (KIT 8,97); IgG K BUpyCYy ITPOCTOTO
reprneca 1-ro, 2-ro TUIa — OTPHUIIATEABHO. YPO-
BEHb CYMMAapHBIX aHTUTEA K BUPYCY relmaTHuTa
C, B — orpuriarearHo. IgE Kk 6eakaM KOPOBBETO
MOAOKa — OTPHIIATEeABHO. [OPMOHBI IIUTOBUAHOH
skeaesbl: TTT - 6,349, TcB. — 17,34 (HopMma). Pep-
putuH — 1244,4 MKr/a (HopMma no 200 MKT/a).

Komnporpamma: HeATpaabHBIH KUD, JKUPHBIE
KHCAOTBI BC€ moae 3peHud. [Ipu uccaemoBanuu
Kanra Ha Qaopy BbLaeaeH mramMMm Escherichia
coli 1*10%, Staphylococcus aureus, Klebsiella
pneumonia.

33odgaroracrpoayonenockomnus (OPIrAC) —
[IHIIEBO/ IIPOXONM, B €T'0 IIPOCBETE YMEPEHHOE
KOAWYeCcTBO cAM3Uu. CKAamKH OOBIYHBIX pas3Me-
POB, 3AaCTUYHBIE, paclIpaBASioTcs. [leprucrasb-
THKa aKTHUBHAs BO BCEX OTZIEAAX, CAU3HCTAd 000-
AOYKa TeAa U CBOJA KEAYIKa Po30Basi, TaaaKas,
Gaectaiasa. [IpuBpaTHUK CBOOOIHO IIPOXOIUM,
OKPYTABIH, 3useT. CTeHKAa KeAyIKa IIAOTHO OXBa-
ThIBaeT TyOycC aHAocKoma. /IBeHaaIIaTHIIepCTHAST
kumka (AIIK): aykoBunia [AITK oOvraHo# dop-
MBI, BBIXO/I U3 AYKOBHIIBI CBOOOIHBIH, CAU3UCTAS
060A0YKa AYKOBHIIBI U ITOCTOYABOAPHBIX OTAEAOB
6AeqHO-pO30BAas.

YABTPaA3BYKOBOE HCCAELOBAHHE OPraHOB
OPIOIIIHOM ITOAOCTH: pas3Mephl IIeYeHH He yBe-
AWYEHBI, KOHTYPBl POBHBIE, YETKHE, CTPYKTypa
onHopoaHasa. BopoTHasa BeHa U ee BETBH IIOBBI-
IIEHHOM 9XO0TeHHOCTH. HIKHA4 Torad BeHa U Ie-
JeHOYHBIe BeHBI 6e3 ocobeHHocTel. BHyTpHU- 1
BHeEIIeYEeHOYHbIE JKeAYHbIe IIPOTOKH He pacIlIupe-
HBI. O4yaroBble H3MEHEHHUS He BhIIBACHBI. 2Kead-
HBIM ITy3bIpb 44%20 MM, yBEAUYEH B pa3Mepe, €T
dopma obbIuHASI, CTEHKH He U3MeHeHBI. B mpo-
CBeTe IIy3bIps aHAXOIeHHOe copepzkumoe. Iloma-
JKEAyZIoUHad Keae3a dKpaHupoBaHa. CeaeseH-
Ka He yBeandeHa — 57*25 MM. KoHTYpBI pOBHBIE,
yeTkHe. CTPyKTypa ogHOPOAHAs. OXOTeHHOCTD
cpenudad. [Touku 6e3 maToAOTHH. OXO-IIPU3HAKHU
IUPPY3HBIX U3MEHEHUHN apeHXUMBI IIeYeHH,
HE3HAYUTEABHOE KOAWYECTBO CBOOOIHON KUII-
KOCTH. [IHCXOAHd.

KowmmnproTepHas Tomorpadorist GPIOIITHOM ITOAO-
CTH ¥ 3a0PIOIIMHHOIO IIPOCTPAHCTBA: HAAIIOdYed-
HUKH He YBEAWYEHbI, aCHMMETPHUYHEI, S > D (Ppu-
3uoAormdeckad pasHuilg). [legens 105*895*78 mm.

[TAOTHOCTB IIe4YeHH Ha HATUBHBIX CKaHaX CHUKEe-
Ha 1o 46 HU, 3epHUCTad, COCYAUCTBIN PUCYHOK
MUKIIHPOBaH, KOHTYPBI HEPOBHEIE 110 BHYTPEH-
HeY MOoBEePXHOCTHU IIpaBoi noau. CerMeHTHI S 1,
2, 3, 4 yBeaudeHbl. BHyTpHUII€YeHOYHBIE KEAY-
HBbIE€ TIPOTOKHU HE paclIupeHbl, pubpo3 B obaa-
CTHU KPyTAOH CBA3KHU IledyeHHU. [lopTasbHasa BeHa
ouaMeTpoM 6 MM. [JUCTOIIHS KEAYHOI'O ITy3bl-
Pg TOPHU30HTAABHO, 3a CYET MHTEPIIO3UIINHU IIe-
YEeHOYHOTO yIr'Aa TOACTOM KHUIIIKHU B BOpPOTa Ilede-
HH, C HETIAOTHBIM conepkuMbIM 13 HU, HeyToA-
HIIEHHOM cTeHKot. [TopTasbHO# 1 GUAMAPHOH TH-
nepTeH3un HeT. [lomskeayouHas xeae3a ¢ IIpH-
3HAKaMH TOTAABHON AUTIOOUCTPO(HH, 0COOEHHO
B 00AaCTH Teaa M XBOCTA, IIPEKaBAABHO MEAKUH
dhparmMeHT nomaekalie K BEpTUKaAbHOH 4acTH
12-nmepcTHOM KuIIKH. [lepunaHkpeatndeckad
KAeTYATKA YBeAHdYeHa B oObeMe, He YIIAOTHe-
Ha. Ceae3eHKa He yBeAWdeHa, 0e3 o4aroB, IaT-
TEPH KOHTPACTHUPOBAHUSA OOBIYHBIN. [loukM He
yBeAW4eHbI, (DeTaAbHOI'O THIIA, KOHTYPbI POB-
uele, YAC He paciiupeHa, Ipu HATUBHOM CKa-
HUPOBAHUU C HEOOABIIIMMH YIIAOTHEeHUAMU. [Te-
puHedpasbHad KaeTdaTKa He Tsxkucras. CKo-
IA€HHUS AUMQAaTHYECKUX Y3A0B BIOAb HH(pape-
HaABHOTO cerMeHTa. Mo4yeBoO# IIy3bIph TYI'O Ha-
IIOAHEH, CTEHKH He YTOAIIIEHbI, COIEPKUMOE Ofl-
HOPOZHOE, IIEPHUITy3bIpHAd KAeTYATKA He TAXKH-
crasa. ToHKag KUIIKa He U3MeHeHa, [I0AOKEeHHe
BCEM TOHKOM M TOACTOM KHMIIIOK OOLIYHOE, B TOA-
CTOM KHIIIKE KOIIPOCTa3, JOAUXOCUTMA, B3oyTas
TOACTAS KHUIIIKA, C JOTTOAHHUTEABHBIMH U3TUOaAMU.
KocTHO-meCcTpyKTUBHBIX U3MEHEHUH He BhISIBAC-
Ho. OcTreoniopo3. B aerkux: mHeBMaTH3aIIUs He-
omHOpoaHas, 6e3 ouaroBbix n3meHeHui. [To KT
OpraHoB OPIOIIHOM ITOAOCTH: UMEETCs IIOPTAAb-
HBIY ¥ OHMAHAPHBIY (pubpPO3 MeUeHH, TOTaAbHAsd
AUTIOAUCTPOMUS IIOAKEAYIOIHON KeAe3bl.

PexoMmeHI0BaHO: JAUTEABHBIH IIOCTOSHHBIH
IIpHEeM IIpernapaToB YPCOAE30KCHUXOAEBOH KHC-
AOTBI, MUKpOCchepudeckue PopMbl (PepPMEHTHBIX
IIpernapaToB ITaHKpeaTHHa (13 pacdera 2000 E/1 /kT)
B KasKl0€ KOPMAEHHE OANUTeABHO. 2KrupopacTBo-
pHMble BHUTaMUHBI KypcaMu. KOHTPOAb remo-
rpaMMBbl, OMOXUMHUYECKOE UCCAEIOBAHUE KPOBH —
1 pa3 B MecdIl. YABTPa3BYKOBOE HCCAELOBaHNE
OpraHoOB OPIOIITHOM ITOAOCTH KazKable 6 MeCIeB
C LIEABIO KOHTPOAL.

C ygeToM coxpaHdaiollefics BHeEIIHeCeKpe-
TOPHOM HEZOCTATOYHOCTH ITOIKEAYLOUHOH 3Ke-
Ae3bI OBIAO IIPOBENEHO ITOAHOI'€HOMHOE CEeKBe-
HUpoBaHUue B reHe SBDS, orBeTcTBEHHOM 3a
pa3Butue cugapoma llIBaxmana-/lafiMoHOa
(MIM 264400).

B ®I'AOY BO PHUMY umenu H. U. [Tuporo-
Ba M3 P® meTogoM npgaMoro aBTOMaTHUYECKOTO
CEeKBEHUPOBAHUs ObIA IIPOBeNEeH aHAAU3 IIOCAE-
JOBATEABHOCTH 3K30HOB 1 M 2 M IIPHUAETAIONINX
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obaacreii reHa SBDS. BoimeaeHO 2 IAaTOTEHHBIX
BapuanTa c.258+2T>C; c.183_184del TA ins CT
B KOMITAYH/I-T€TePO3UTOTHOM cocTogHuu. C 11e-
ABIO TIOITBEPIKICHUS BBITBA€HHBIX ITATOAOTHYE-
CKUX MyTaIlHu# ITPOBE/ICH aHAAN3 HYKACOTHUIHOHN
nocaenoBateabHocTu [JHK (MeTomom mpsamoro aB-
TOMATHUYECKOTO CeKBeHUpoBaHUd 110 CaHrepy),
IIOATBEPKAEHO HAAWYHE 2 TTATOTeHHBIX BAPHUAaH-
TOB C.258+2T>C; ¢.183_184del TA ins CT. Peko-
MEHI0BaHO HUCCAEJOBAaHUE POIUTEAEH METOIOM
aBTOMATHUYECKOTO CeBEeHUpPOBaHUsA 110 COHTEpPY
C y4E€TOM THIIa HACAEIOBAHUS.

3akArouyeHHE

Bricokasi CTeIneHb IIUTOAUTUIECKOH aKTUB-
HOCTH, popMHUpoBaHue PUbpo3a ITeYeHH B paH-
HEM Bo3pacTe, KapTuHa AUQPPYy3HOU AWUIIOLH-
CTPOPUHN TOMKEAYIOYHOM IKeAe3bl I10 JaHHBIM
HUHCTPYMEHTAABHOTO obOcaemoBaHus, aabopa-
TOpPHBIE [AaHHBIE: I'eMaTOAOTHUYECKHE H3MeHe-
HUS (HEeHTPONEeHUd), JKUPHBIHA CTyA C IpHU3HAaA-

KaMM cTeaTopeu 1-ro Tuia, CTOMKHUH KOXKHBIN
CUHIPOM, 3a[ep3KKa (PU3UYIECKOrO Pa3BUTHUS
(6eAKOBO-2HEPTETHUECKAS HELOCTATOYHOCTH),
CHUKEHHE dAacTasbl Kana, [JHK-guarsocTuka c
BbISIBAEHHUEM HauboAee YaCThIX TATOTEHHBIX MY -
Tarui B reHe SBDS 1103B0OANAN YyCTAHOBUTS I1a-
IUEHTY AHUATHO3 OpPaHHOro 3ab60AeBaHUSI: CUH-
npoM lIIBaxmana—-/latiMoHa, BHEIITHECEKPETOP-
Had ImaHKpeaTudecKas HeJOCTATOYHOCTD TsIXKe-
AOM CTEeIIeHU, ayTOCOMHO-PEIIECCUBHBIN THII Ha-
caenoBanus. C yueToM pazButust pubposa, To-
TaABHBIX U3MEHEHUM ITOMAKEAYIOUYHOM >KeAe3bl
B paHHEM BO3pacTe IIPOTHO3 AL XKHU3HU HE yTe-
IIIUTEABHBIMN.

AKTYaABHOCTH JAHHOTO CAydad 3aKAIOYaeT-
CsS B OIIMCAHUU KAMHUYECKHUX CUMIITOMOB pef-
KOTo 3aboAeBaHUs C Ae0I0TOM TPAKTUYECKH C
POKOEHMUSI, BCTPEYAIOIIUXCI JOCTATOYHO YacTOo
B IIPaKTUYECKOU NEeaATEeABHOCTHU IIequaTpoOB, ra-
CTPO3HTEPOAOTOB, AAAEPTOAOTOB-UMMYHOAOTOB.
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