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Tesaucsl VII KoHrpecca negmnatpos ctpaH CHIN

COCTOSIHWS UM 3a60neBaHN apixaTenbHon cucteMbl. OgHUM
N3 paHHMX NPU3HAKOB METaB60MMYECKUX HapyLUEeHWA B MUO-
Kapae ABnseTca yanuHeHve penonsapusaumm, B OCHOBE KOTO-
poro NexuT HapyLleHne 3HepreTuHeckoro obmeHa BCneg-
CTBMe gncbanaHca KaTtexonamyHoB.

Llenb uccnepoBaHus — OUEHUTb 3HaYeHne MeTabonunye-
CKMX HapyLLEeHUI MMOKapAaa B pa3sutumn cepaeyvHon HegocTa-
TOYHOCTW MPU HEOTIIOXKHbIX COCTOSHUAX Y AETEN.

MaumneHTbl N meToAbl. [pynna HabnogeHns NpeacTasne-
Ha 35 geTbmu B Bo3pacTe OT 7 Ao 17 neT, NocTynMBLUMMUY B
neguarpudeckoe otgeneHvne PHUSMIT ¢ pa3nmMyHbiMu HEOT-
NOXHbIMW  COCTOSAHMAMMU. BonblMHCTBO  06CnenyemMbix
peten — 31 (88%) 6bin € 3a60n1eBaHNAMM OPraHOB AbIXaHuWS.
OctanbHble npegcTaBneHbl AeTbMu C  3abonesaHUsaMM
Xenypo4Ho-kuweyHoro Tpakta (3) n nodek (1). Bcem getam
NPOBOANIIUCE OBLLEKNMHNYECKME MEeTOAbl 06CnefoBaHus,
BKItoYaBLLne obazaTtensHoe IKI n nccnegosarHmne n OXOKT .

Pe3ynbratbl. [lpoBegeHHbIM aHanna rnokasan, yYto ansa o6-
crnegyeMbix AeTel xapakTepHbl Xanobbl Ha HEXBATKy BO34yXa,
cnabocTb, ronoBOKpY>xeHue, 6onn B obnactu cepgua. MNpu
0OBbEKTUBHOM OCMOTpPE — NMPU3HAKM AblXaTenbHON HeJocTaTou-
HOCTM (611eQHOCTb, PeTpakumMa KpbinibeB HOCa, y4acTue BCMo-
MoraTeslbHOM MycKynatypbl B akTe pfblXxaHus wu T.4.).
MepkyTOpHO — paclumpeHne rpaHuy, cepgua Bneso (48,5%).
AyCKynbTaTUBHO — MPUIMYLLEHHOCTb NepBoro ToHa (71,4%),
CUCTONMYECKUIA LIYM Ha BepXxyLUke (82,8%), «CUCTONMYECKUI
Lwen4ok» (23%), akueHT BTOpOro ToHa Bo |l mexpebepbe cnpa-
Ba (57,1%), HapyLleHne putma B Buae Taxukapgum (60%) w
6paavkapamn (40%). XapakTepHa AuHamMuka apTepuanbHOro
naBneHust ¢ TeHaeHumen K rmnotoHnn. Ha SKI — cHuxeHue
amnnuTyabl 3yébua T, cmeweHne uHtepeana S-T Ha 1,5 Mm
Bbilwe nnn 0,5 MM Huxe nsonuHun. Cnegyer OoTMETUTb, YTO
y 7 petew BbiaeneH MNMK, paHee He AMarHOCTUPOBaHHbIN.

3aknio4veHue. Pa3suBatoLymecs npy HEOTIOXKHbIX COCTOS-
HUAX Yy OeTen MeTabonnyeckue HapyLleHus Mumokapga cro-
CO6CTBYIOT OCNabneHN0 NHOTPONHOM OYHKLUMUKN, HTO B CBOIO
oyepenb, 06yCNoBNMBaET pa3BUTUE CepaedHON HeaoCTaTou-
HOCTW.

KnuHnyeckune nposiBneHns aunaTaumMoHHOW
KapauomuonaTtuu y feTeil paHHero
BO3pacTa

IDxy6aroBa P.C., Flony6uHa U.B.

Pecny6nkaHCKnvi Hay4YHbIVi LEHTP SKCTPEHHOU
MeanLMHCKOV rnomoLmn, TallKeHT, Y36eKncTaH;
TaLLKeHTCKMY NeguaTpuHecKnii MEAULIMHCKUI UHCTUTYT,
V36ekucraH

M3BeCTHO, 4TO AMNaTaumoHHas KapaMomMmonaTus xapakre-
pu3yeTcs HeOOCTPYKTUBHbIM pacCLUMPEHVEM FIEBOrO XXeny-
[04Ka, CHKEHWEM KOHTPaKTUIIbHOM CMOCOBHOCTM MUoKapaa
N COMPOBOXAAETCA KIMHUYECKMMU MPOSBEHUAMUN TAXKENON
ceppeyHor HepgocTatovHocTn (CH). Passutne CH obycnos-
nMBaeT HEOOBXOAUMOCTb AanbHENLLIEero 3yYeHns pasnuyHbiX
KIIMHUYECKNX aCneKkToB KapavomMmnonaTum.

Llenb pa6oTbl — n3y4eHne ocobeHHocTen KnmHnkn OKMI
y OeTeln paHHero so3pacTa.

MauueHTbl U meTtopbl. [Nog HabnogeHMem Haxoounochb
30 peten ¢ OKMI B Bo3pacTe oT 6 Mec oo 14 net, nocTynue-
wwme B PHLUSMIT ¢ pa3nnyHbIMn HEOTNIOXXHBIMM COCTOSIHUAMM.
OuwarHo3z OKMI1 yctaHaBnvMBancs Ha OCHOBaHUMM aHaMHesa,
KIMHWKO-NabopaTopHbIX M MHCTPYMEHTASIbHbIX MCCNEAOBaHNNA.

Pesynbratbl. B aHamMHe3e oTMevanoch: Hanuune kapamvo-
MuonaTum B ceMbe M 'y Gnmkanwmx poacteeHHUKoB (90%),
Crny4aeB BHe3anHouW cmMepTu WUnnM 3abonieBaHuin, COnpoBo-
xpatowmxcs 3actonHon CH cpegn popcteBeHHUKOB (70%),
HeBblHaLUMBaHNe 6epeMeHHOCTU, abopTbl (60%), BO Bpems
6epemMeHHOCTN BpefHble MPUBLIYKU: KypeHWe, ankorosnam
(40%), 3aboneBaHusi BO BpemMsi GEPEMEHHOCTU: caxapHbIi
anabert, rmneptnpeos (20%). Cpean xanob Hanbonee 4acTo
poguTenu u co CroB AeTen oTMevanu, 61NefHOCTb KOXHbIX
nokpoBoB (95%), oTcTaBaHne B PM3N4ECKOM Pa3BUTUM, CHU-
>XXEHWe TONepaHTHOCTUN K PU3NYECKUM Harpyskam, nepedbou u
6onun B ceppgue, CKNOHHOCTb K 06MopokaM. KnnHnyeckn npo-
ABNAETCA MpPU3HAKaMN NEBOXENY[O4YKOBOW HE[oCTaTo4-
HoCTblo — 80% (ofbllKa, LMaHo3, NPUCTYNbl CEepAe4HON
acTMbl U OTeKa Jerkoro), NPaBoOXenyqo4yKOBOM HEJOCTaTOu-
HOCTbIO — 95% (akpouunaHos, 60N 1 yBennyeHne B 06nactu
neyeHu, acumuT, otekun, HabyxaHue BeH u weun). O6bLEKTUBHO:
Jedopmauma rpygHoOv KneTkn — cepgedHbin rop6 (70%),
Kapgvomeranusi ¢ paclUMpeHVem rpaHul, BIieBO, BMPaBso
(85-95%), rmyxocTb cephe4HbIX TOHOB Ha BEPXYLLKE, CUCTO-
nnyeckuin wym (95-100%). Ha 3K runeptpodus nesoro
xenypno4yka (100%), HapyLleHne ceppeyHoV MpoBOAMMOCTU
(6nokapa BetBer nydka lucca (30-40%), 4vaile nesown
nepegHe-sepxHen Beten (10-30%) 1 pyTMa: napokcM3marb-
Has Taxukapausa (60%), akctpacuctonusa (50-70%), mepua-
TenbHaa aputMus (40-50%). Ha OxoKI™ — anddpy3Hoe nopa-
XeHne mwuokappa, gunatauusi nonocTen ceppua, MHTakT-
HOCTb CepAeyHbIX KrnanaHoB, Auactonuyeckas AMCEyHKUMA
nesoro xenyno4ka (J1K). Ha peHTreHorpamme: pacLuvmpexve
rpaHuy cepgua.

3akntoyeHue. V3yveHne OCOBGEHHOCTEN KMMHUYECKOro
TeYeHns nokasano, 4to nporHocTudeckm OKMI1 y pneten
KpawnHe HebnaronpusaTHoe cocTtosHue. OTMeYaeTCa HeYKIOH-
Hoe nporpeccupoBaHme CH, Benuka BepOSTHOCTb PasBUTUSA
OCJIOXKHEHMWI B BMAE apuTMUK, TPOMOOIMOBONINN, BHE3AMHOWN
cMepTn.

Knewesoin 6oppenunos:
pelwueHa nu npo6nema?

HosHap-3anonbckas O.H.

Benopycckunii rocynapCcTBeHHbIVi MEANLMHCKUY YHUBEPCUTET,
MuHck, Pecriybnvka Benapycs

Mpobneme kneweBoro 6oppenuosa (KB) B HacTosiiee
BPEMS MOCBALLEHO 60JbLIOE KONMYECTBO HAy4HbIX UCcneno-
BaHWM, TaK Kak 3aTpygHeHa Kak paHHAs aMarHocTnka 6e33pu-
TEMHOW hopMbl 3a60MeBaHNs, Tak M OMarHoCTUKa B NO3OHMX
cTagusix 60ne3Hn 13-3a nonmMmopgurama KIMHUHYECKUX Mpo-
ABNeHV. HecBOEBPEMEHHOE 3TUOTPOMHOE JNIEYEHME UK OT-
cyTCcTBME NPOUNAKTUKM NPUBOOAT K ANMUTENBHOMY TEHEHUIO
WMH(PEKUMOHHOrO npoLiecca 1 nHeanuamsauum (He meHee 10%
3a60/1eBLUMX CPeOUN OETCKOrO HACENeHus).



«PebeHoK 1 06LLecTBO: Npo6nemMbl 3[0pOBbA, PA3BUTUA U NMUTAHUSA»

Llenb nccneposaHus: oxapakTepu3oBaTb OCOGEHHOCTU
TeYeHns 1 cneunguyecknin MUMMyHHbIA oTBeT Y fieTen ¢ KBb;
OLEHUTb 3(PEKTUBHOCTL NPOUNAKTUKM U aHTUOaKTEpUars-
Hou Tepanun KB y geten.

B nccneposanve 6b11m BKNOYeHb! 74 pebeHka ¢ Kb B BO3-
pacte oT 1 go 18 net. Ykyc knewia 6bin yctaHoBneH y 63,5%
naumeHToB. Y 82,4% pneten Kb 6b1n gnarHoctuposaH B | cTa-
anio. O6LLEeNHEEKUMOHHBIN Capom B Buae cnabocTtu, Hepo-
MoraHusa oTMedancs y 24,6% nauuveHToB, rofoBHOW 60nu —
y 32,8% naumeHToB, COHMUBOCTU — Yy 16,4% nauneHToB.
Tonbko y 41% naumneHToB 6bInn BbISIBNEHbLI MPOTUBOBGOPPENU-
o3Hble AT knacca IgM (4epes 28 1 6onee gHel nocne ykyca
knewga). Y 10 naumeHToB B Bo3pacTte 5-10 neT 3a6onesaHve
6b1n10 guarHoctuposaHo Bo Il ctaguun. Y 6 naumeHToB 6bin
BbICTaBleH AuarHo3 Hermpoboppenvosa B Buae 3Huedanuta,
CEepO3HOro MEHWHIr1Ta UM MeHuHrosHuedanuta. Y 3 nauu-
€HTOB OblJ1 BbISIBMIEH TONIbKO MOHOAPTPUT KOJTIEHHOr 0 CyCcTaea,
y 1 naumeHTa ¢ apTpuToM AMarHoCTMpoBaHa MUOKapAnoOan-
CcTpodma ¢ HapyLueHnem puTma B Buge AB-6nokapp! -l cte-
neHn. Mwurpupylowas sputema 6binia BbiSiBieHA TOSbKO
y 1 pebeHka c Henpoboppenvosom. Y 3 naumneHtos KB 6bin
BbicTaBreH B lll ctagum B Buge Hempoboppenunosa.

Tonbko 6 NnaumeHTam Nocne yKyca Knewia 6bina Ha3Ha4eHa
npodmnaktuyeckas ABT amokcuumnnMHom. Y BCex OeTen
passunace B nocneacteue | cragna Kb nerkon ctenexu Ts-
XecTun.

JleyeHve naumenToB ¢ | ctagmen Jlaim-60ppenvosa npo-
BOAWIOCb aMOKCULIMIIIMHOM WU [OKCULMKIIMHOM B TeYeHue
14 pgHen. NMocne ABT B UDA y 57% naumeHToB He 06HapyXu-
Banuck IgG Kk 6oppenuam, npexHue 3HaveHus IgG 6binn Bbl-
ABneHbl y 21% peten, y 22% OeTelt 0TMEeYanocb CHUXEHue
konuyecTtBa IgG oo Hynesoro 3HadveHus. MNMaumenTsl co Il cTa-
aven KB nonyuvmnu nedeHne uUedTPUaKCOHOM B TeyeHue
21 pHa. Mocne ABT B UDA y 7 neten konmyectso AT knacca
IgG ocTanocb NpexHuUM, y OCTanbHbIX NAUMEHTOB — CHU3M-
nocb 00 Hynesoro 3HadveHus. Oetam c lll ctagnen KB 6bin
Ha3HayeH UedTPUaKCOH TedeHne 28 [OHEW BHYTPUBEHHO.
Mocne ABT B DA yposeHb IgG ocTancs npexHuM.

OnbIT opraHu3aumm n 3¢pPeKTUBHOCTb
HeoHaTasIbHOro CKPpUHMHra

M MONEKYNApPHOW ANarHOCTUKMN
mykoBucumpo3sa B XMAO-IOrpe

HdoHHukos M.10., Kon6acuH J1.H., YpBaHueBa U.A.,
Mewepsikos B.B., M'mnbHuy H.A.

OKpy>XHOV Kapanosiorn4eckuii gucrnaHcep «LjeHTp
ANarHoCTUKWN 1 CEPREYHO-COCYANCTOM Xupyprum», CypryT;
CypryTcKkuii rocyapCTBEHHbIN YHUBEPCUTET

Lenb. OueHka ahdhekTUBHOCTU HEOHATANBbHOIO CKPUHUH-
ra u reHHomW AuarHocTvku Mmykoeucumgosa (MB) B XMAO-
HOrpe.

Matepuanbl U metogbl. [MpoBegeHO CMMOLLHOE PETPO-
CMEKTMBHOE WUCCIiefoBaHWe — aHanu3 pes3ynsbraToB HeoHa-
TanbHOrO0 CKPUHMHIA U FEHHOW AnarHocTvku MB no gaHHbIM
OKPY>KHOM MeAMKO-reHeTn4eckon KoHcynstaummn (OMIK) u
ueHTpa MB 3a nepuopg ¢ 2006 ro 2014 rr.

PesynbraTtbl. YpoBeHb OxBaTa HeoHaTanbHbIM CKPUHWH-
rom no MB B XMAO-IOrpe Bbipoc ¢ 84,5% B 2006 r. 1o 99,7%
B 2014 r. bonee HM3kui nokasarens 2006 r. cBA3aH C Ha4a-
NIOM CMMOWHOro o6cnefoBaHns HOBOPOXAEHHbIX C WIOHS
yKasaHHoro roga. lNpu 3TOM cpegHEeMHOrofnieTHU nokasa-
Tenb coctaBun 95,5%. MONOXWUTENbHLIN MEPBUYHBIA TecT
yctaHoeneH B 4051 cny4asx (1,85%), NonoxurenbHbIn pe-
TecT — B 590 cnyyasx (0,27% oT Bcex o6CcnefoBaHHbIX), Ava-
rHo3 MB ycTaHoBrneH Brepsble ¥y 19 geTei, 4TO COCTaBUIIO
1 cnyyar Ha 9 095 HoBopoxpAeHHbIx. OTcyTCTBME 3a 3TOT
nepuog NOXXHOOTpULUATENbHbIX Pe3yNsTaToB CKPUHUHIA 00Y-
CMOBUJI0 MaKCMMaIbHO BbICOKMI YPOBEHb YYBCTBUTENBHOCTU
metoga (Se = 100,0%), Hanu4me 570 NOXHOMONOXMUTENbHbIX
pesynsratos (0,26% 06cnefoBaHHbIX) ONpenennno HECKOMb-
KO 6onee HM3KWIA nokasaresb cneumdnyHocTn (Sp = 99,7%).
Bcem getsaiM ¢ nonoxutenbHbIM pe3ynstatom petecta npoBo-
Onnockb KomnnekcHoe o6cnenoBanne B OMIK: noToBbI TeCT
TPUXAObl U reHeTnyeckas guarHoctvka metogom lMUP ¢ no-
crnegyowmmM parMeHTHbIM aHann3om Ha 10 MaXKopHbIX My-
Tauun. B HacTosiwee Bpems peructp 6onbHbIX MB B XMAO-
lOrpe BknoyaeT 32 pebeHka 1M 9 B3poOCnbIX, reHeTu4eckas
AnarHocTuKa nposefeHa BCcem naumeHTam. Hactora gOMUHK-
pytoLlero mytaHTHoro annensa delF508 B rpynne naumeHToB
(n = 23) coctasuna 42%, B rpynne Hocutenen mytauui B
reHe CFTR (n = 14) — 46%. Pe3ynstaTMBHOCTb YTOYHSAIOLLEN
MOJIEKYNAPHO-TEHETUHECKOM ONarHOCTUKM y naumeHTos ¢ MB
(n = 23) coctaBuna: 70% — obHapyxeHa 1 myTtaums; 17% —
2 mytauum; y 13% obe myTaumm HEN3BECTHbI.

3akntoyeHue. CrnowHoe o6cnefoBaHNe HOBOPOXAEH-
HbIX MO3BONWIO OCYLLECTBUTb PaHHIOW AuarHoctvky MB B
XMAO-IOrpe. C uenblo yMEHbLLEHUA KONMMYECTBa NIOXHOMO-
NOXUTESbHBIX Pe3ynbTaToB CKPWHWHIa cnegyetr YTOYHWUTH
pervoHasnbHble pedepeHcHble nokasareny MMMYHOpeaKTUB-
HOro TpuncuHoreHa. [ns noBbILLIEHWs KavecTBa MOMEeKynsp-
HOM pguarHocTvkn MB cnepyeT yBenuuntb criekTp 6ornee
penknx myTtauui

BoamoxHocTu peabunutauum aeten nocne
XUPYPruyecKon KOppeKLum BpoXaeHHbIX
NOpPOKOB cepaua

Oy6osas A.B., MNweHun4Has E.B., Bopaiorosa E.B.

HoHeukuii HaunoHaIbHbIN MEANLMHCKN YHUBEPCUTET
um. M.l'opbkoro, YkpanHa

UIHCTUTYT HEOTIIOXKHOW M BOCCTAHOBUTESIbHOW XUPYPriv
um. B.K.l'ycaka, [oHeLk, YkpanHa

Llenb: paspaboTka u anpobaums nporpaMmmMmbl KOPpeKLmnn
610O3NEMEHTHOro cTaTtyca, BUTAMUHHOW HEJOCTAaTO4YHOCTU B
KoMnnekce revyebHO-peabunnTaumMoHHbIX MepornpuaTUi y
JeTel nocne peKoHCTPYKTUBHBLIX KapAnoXupypruyeckmnx ore-
pauun.

MeToabl: OO6LLEKNMHMYECKME, MNCUXO(U3Nonormyeckue,
PyHKUMOHASbHbIE, UMMYHOXUMWYECKUI METO ANa onpefe-
fNleHus ypoBHSA BUTamMuHoB D, By, B, aTOMHO-3MUCCUOHHAsA
CMEeKTPOMETPUA C NHAYKTUBHO-CBA3AHHOW aproHOBOW nnas-
MOW Ans onpefeneHua cogepxaHus 33 XMMUYeCcKnX arnemMeH-
TOB, cTatuctudeckme. B obcneposaHne ObiIM BKITHOYEHDI

2



