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OnpepeneHue

OHTEponaTUYeCKN akpogepmaTut— 3aborneBaHne, CBA3aHHOE C
BPOXXOEHHbLIM HapyLLEHNEM MeTabonmama LUMHKa, Ans KoToporo
XapakTepHbl NopaXXeHne KOXXM BOKPYr eCTEeCTBEHHbIX OTBEPCTUM
Tena (nepmnopudunumansHbi A4epmMmaTmuT) N Ha KOHEYHOCTAX
(akpooepmartuT), anoneuna n anapes.
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[laToreHes 1.

OHTeponaTtU4eCcKnin akpogepmaTmT HacneayeTca No ayTOCOMHO-
peueccCuBHOMY TUNY U BbI3bIBAaEeTCA MyTaunsamm B reHe SLC39A4.

OB6MeH UMHKa B opraHn3me YerioBeka perynupyetca bornee yem 20
cneunuyHbIMN TpaHcnopTepamm, KOTOPbie KOOAUPYHOT rEeHb
noancemencTB SLC30A u SLC39A.



BcacbiBaHue LMHKA,
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[laToreHes 2.

OCHOBHbIM TPAHCMOPTEPOM LIMHKA B KULLEYHUNKE ABNSAETCSH
NpPOTeVH ZIP4, koaupyembi reHoM SLC39A4.

ZIP4 3KcnpeccupyeTca npemmyLecTBeHHO Ha MUKPOBOPCUHKAaX
LLIETOYHOMN KaEMKU 3HTEPOLIMTOB ABEHAALLATUNEPCTHOU N TOLLEW
KULLKW.

OTOT OEnOK cBA3bIBAET LMHK U3 MULLIU U MEPEHOCUT Er0 B
aHTepouuT. Nocne aToro nepeHocUnKk ZNT BbIBOAUT LIMHK U3
9HTEepoLMTa B KPOBOTOK. [1pn HapyLLeHnn CMHTE3a NepeHocHmKa
ZIP4 BcacbiBaHMe LMHKa B KULLEYHUKE MOoOBEePraeTcst USMEHEHMUIO.



[lposaBneHUa gednunTa LMHKA.

= HapyLwaeT paboTy MHOroYncrieHHbIX PEPMEHTOB (BKIHo4as
kapboaHrugpasy, weno4vHyto gocdarasy, PHK- n HK-
nonumepasy, TMMMaNHKNHa3Yy u kapbokcunenTtmnaasy,
arnkoronbaerngporeHasy)

= Hapywiaet paboTy doakTopoB TpaHCKPUMNLMM U TOPMOHOB.

= [lpnBOAUT K TpaHCcopMaLMmn cnHTe3a 6ernka 1 HYKNenHOBbIX
KUCNOT, YTO NPUBOAUT K 3aepkKe pocTa pebeHka, 3aMeaIEHNI0
3aXXKMBIEHUsI paH 1 c60t0 B MYHKLIMOHMPOBAHUN UMMYHHOM
CUCTEMBI.



KnuHnyeckue nposBneHus 1.

= CUMNTOMbI S3HTEPONATUYECKOro akpoaepmMaTuTa nosiBAAITCS B
MIageH4YecKoMm Bo3pacTe.

= [1e0t0T 6OSIE3HU NPUXOOUTCHA HA NEPBbIE AHU XN3HN pebeHKa B
crny4ae UCKYCCTBEHHOIO BCKapMMNMUBaHUS, UMM XK€ BO3HUKAKOT B
TeYEHME HECKOMNBbKUX Heaerb nocrne npekpalwleHnst rpyaHoro
BCKapMIIMBaHus 1 nepeBoga pebeHka Ha cMeCb Ha OCHOBE
KOPOBLErO MOJIOKa.



KnuHnyeckue nposBneHus 2.

nopaxeHne KOXXu BOKpYr
€CTeCTBEHHbIX OTBEpPCTUN

Tena (nepuopudunumanbHbIN
AepPMaTUT) U HA KOHEYHOCTAX

(akpopepma

anoneumn anape
o o

[ToNHbIM CMMNTOMOKOMNMSIEKC HAbNgaeTca nNyulb B 25% criyvyaes
bornesHn.



KnuHun4yeckune nposiBneHus 3.

3aboneBaHne xapakTtepnayeTtcs TUNUYHbIMYU MOPJdONOrMYeCKUMIN
areMeHTaMM Ha KOXe: BHa4varne po30Bkble, 3aTEM SAPKO-KPaCHbIE C
YyeluymnkamMmu ONsILWKY NOKPbIBAOTCA BE3NKYITaMU, My3bIpsiMn,

nyctynamm, Kopkamu. Quarn nopakeHms UMeKT YETKUE rPaHunLLblI.




KnuHnyeckue nposiBneHus 4.

Cbinb nosiBnseTcs Ha nuue (0cobeHHO BOKPYr pTa), BOJTOCUCTOWN
4acCTU roNoBbl, HAPYXXHbIX MOMNOBbLIX OpraHax, B nepvaHanbHOu
obracTun, MeXxXbsaroan4yHoW cknaake, Ha KUCTAX U cTonax, B
NOAKONEHHON U NOKTEBON AMKE U MOXET pacrnpoCTPaHUTbLCH Ha
BCE TYyNoOBULLE.

[na akpooepmaTmTa XxapakTepHbl TPELMHbI, TAPOHUXUM Ha
KOH4YKMKax nanbues. Oyarn MoryT UMeTb KONbLEBUAHbIE
O4epTaHWsA, eCTECTBEHHbIE OTBEPCTUS Tena M HOrTi Hananko
OKaMMJITEHbl BEHYMKOM M3 YELLYEK. sy




KnuHnyeckue nposiBrneHus 5.

PaHHMMN Nnpu3Hakamu Yalle BCero ObiBalOT aHrynAapHbIA XennuT
(3aenhbl), a TakKe NapoHUXUWN.

be3 neyeHna anemMeHThl NpeBpaLLaroTCs B 3p03MK, NPONCXoanT
BTOPUYHOE MHPUNLMPOBAHUE KOXHbLIX MOPaXXeHNN Kak
bakTepuanbHOW, Tak U rPMOKOBOW (PITIOPOW.

[Mpn nporpeccupoBaHnn 6onesHn pasBmnBatoTCs
reHepanu3oBaHHas anoneums n ANCTPodus HOrTeBbIX
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KnuHnyeckue nposiBrneHus 6.

= [TOMMMO KOXHbIX MPOsIBNeHn, AedULnNT LMHKa NpuBoauT K
pPa3BUTUIO ONapemn.

=[1pn nporpeccmpoBaHnn 6one3Hn pedbeHoK Ha4YnMHaEeT OoTCTaBaTb
B POCTe, BO3HUKAOT HEBPOSOrMYeCcKkne HapyLLIeHUd, Takmue Kak
3aep>KKka NCUXNYECKOro pasBuUTUA, USMEHEHUSI NOBEOEHUSA B
BUAE pa3gpaXUTErnbHOCTKU, anaTnm, ancdarns, aHopeKCcus.

= XapaKkTepHbl peumngnsmpyroine MHeKUnn, HapyLleHmne

3aXUNBJ1E€HUA PpaH, aHEMUA. ¥
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JlabopaTopHana AnarHocTuKa.

= CHWXKEHMNE coaepKaHns LIMHKA B KPOBU (0ObIYHO < 500 MKr/n) v
9KCKpeLUnn LUMHKa C MOYOMW.

= BaaTtue KpoOBU C LeJ1bo nccrieaoBaHmn4d KOHUEHTPaunn UMHKaA

AOJTKHO MNMpon3BoanTbCA A0 3aBTpaKa, T. K. MOCJ1e €bl YPOBEHb
LNHKAa CHUXXaETCA.

= [ledbnumT LUMHKA 0ObIYHO NPUBOANUT K CHUXKEHUIO aKTUBHOCTU
LIMHK3aBUCUMbIX PEPMEHTOB, HANPUMep
anaHMHamMmmnHoTpaHcdepasbl.



MonekynsapHo-reHeTu4yeckas
aAnarHocTuka 1.

[1na noaTBepXXaeHnsa gmardHo3a HeobxoanMmo NpPoBOAUTb
MONEKYISAPHO-TEHETUYECKYIO ANArHOCTUKY C LiENbIO BbISIBITIEHUS

MyTauun B reHe SLC39A4 (KOTOpbIN KOOUPYET NepeHOCHYUK LMHKa
ZIP4)



MonekynsapHo-reHeTu4yeckas
ANarHoCcTuka 2.

« MonekynspHo- reHeTu4yeckasa AnarHoCTMKa NO3BONSET
noaTBEPANTb AMArHo3 eLle A0 NposiBNeHNs OCHOBHbIX
CMMMNTOMOB 3a00rieBaHunS, YTO NO3BONSAET CBOEBPEMEHHO
Ha3Ha4YUTb afeKkBaTHOE JfieyeHue.

° Kpome TOIo, MOJ1EKYIIAPHO-reHeTn4ecCckKkad anNarHoCTtukKa, B T. 4.
NnpeHaTalibHasA, MOXXET ObITb PpEKOMEHOOBaAHaA AA APYInNX
4YEeHOB ceMbW DOMbHOroO NauneHTa.



JleueHue 1.

=[launeHTbl C 3HTEpONnaTUYECKUM aKpoaepMaTUTOM HYXKOaloTCA B
NOXXNU3HEHHOU Tepanum UMHKOM.

= HayanbHasa go3a 3 Mr/Kr B CyT 3aNeMEHTapPHOro LnHKa (B 220 Mr
cynbdaTa UMHKa cogepXutca 50 Mr anemMeHTapHOro LnHka),
nHorga onbLue.

= Heo6xo0aMMo cneanTb 3a YPOBHEM LIMHKA B CbIBOPOTKE KPOBU U
KOPPEKTUPOBAaTb 403y cynbdaTa LMHKa.

= JleyeHne nepeHoCUTCHA XOPOLLO, N3 HEYACTbIX MODOYHbIX
9PPEKTOB NpenapaToB LIMHKA — pasgpa)karllee OencTBue Ha
XKenyaok, TOWHOTa, pBoTa.



JleueHue 2.

KnnHunyeckoe ynyylleHne HacTynaeT o4eHb ObICTPO (0ObIYHO B
TeYeHMe HECKONbKO JHEN, pexe Heaernb), Aaxe npexae, Yem
MPOUCXOONT HOpManu3aLuns YpoBHS LIMHKA B KPOBMW.



JleueHue 3.

B oTcyTcTBMM Tepanun LMHKOM OyayT OTMeYaTbCH
nporpeccmBHble COOU PuUnonornyecknx yHKLNM, BKNoHasa
HeBpOnornyeckne, MMMYHororm4eckme 1 XenyagoyHo-
KULLEYHbIE CUMMNTOMbI, YTO MOXET NPUBECTU K

® reHepann3oBaHHOW OpraHHOW HeOOCTATOYHOCTU U
neTanbHOMY Ucxoay.



KnuHuyecknmn npumep.

Manwuunk b. A., BO3pacT 18 mec, AOHOLLEHHbIWU, C HOpMalibHbIM
BECOM NpU poXXaeHun, Haxoaurnca Ha npmemMe y negmartpa C
TAXKENbIM NOopaXeHMeM KOXU B BUAe 3PO03UBHbIX MOKHYLLIMX
o4yaroB Ha Nu1Le BOKPYT PTa, LWee, KUCTAX U CToMnax, a Takke B naxy

1 NPOMEXXHOCTMW.




KnuHnyeckum npumep. AHaMHes.

PebeHoK poXXaeH oT HepoaCcTBEHHOro bpaka. borneH ¢ Bo3pacTa 9
MEC, Koraa BrnepBble NOABUNUCH U CTanun BbICTPO
NporpeccmpoBaTb KOXHble BbICbIMaHUA YKa3aHHOM fioKkanusauum.
Kpome Toro, ann3ognyeckn BO3HMKaNa BoAaHUCTaa anaped c
npmn3Hakamu manbabcopbuun. B rne4yeHnn nocTossHHO
MCMOoNb30BasinCb TONMYECKUE rMIKOKOPTUKOCTEPOUOLI U
aHTUrMCTaMUHHbIE cpeacTBa — 6e3 adpdekTa. HeogHokpaTHOE
ne4YyeHmne CMCTEMHbIMMN aHTUBNOTUKaMK, STYKOHa30510M K
aHTnbakTepumanbHbIMY Ma3siMU MPUHOCUITO BPEMEHHOE
He3Ha4uTenbHoe ynydlieHue.



Knuun4vecknum npunmep. KnuHuka.

[Tpn oCcMOTpE BM3YannanpyroTca ApKO-KpacHbIe nanynbl 1 OMALwKuy,
CaMOCTOATENbHO BCKPbIBLLMECA MY3bIPU C NPU3HaAKaMu
BTOPUYHOIO MHAOULMPOBaHUA KOXN B 00nacTu BbiCbinaHuin. B
pocTe (80 cMm) n Bece (10 kr) pebeHOK He OTCTaET.




KnuHuyeckum npumep. [inarHocTuka.

[narHo3 sHTeponaTuyeckoro akpogepmaruta obin npeanonoXeH
Ha OCHOBaHUW XapaKTePHbIX, YETKO O4YepPYEHHbLIX BbICbINaHUN Ha
KOXe BOKPYr pTa, Ha KOHEYHOCTSAX U B NepuaHanbHou obnacTtu B
coyeTaHun c gnapeen. YpoBeHb LIMHKA B KPOBU NMPU ABYKPATHOM

N3MepeHnn 4o HasHa4YeHUs nNpenapaToB LMHKa BapbUpoBar oT
260 0o 980 Mkr/n (Hopma > 700).



KnuHnyeckuun npumep. lInarHoctuka 2.

YunTtbiBas KNMHUKO-aHaMHECTUYECKNE OaHHble, ObINO MPUHATO

peLLeHne 0 NpoBeaeHNN MOSEKYNAPHO-TEHETUYECKOTO
nccnegoBaHus.

B ak30Hax 06 n 12 reHa SLC39A4 Obifin 0OHapYyXeHbl MyTauui.

[1pn 3TOM NepBas MyTauuga NnpuBOAUT K NpeXxaeBpeMEHHOM
TepMUHaUUKM TpaHcnauumn, BTopad — K geneumm LecTu
aMWUHOKUCIMOT B aMUHOKMUCITIOTHOW NocrieaoBaTefibHOCTH
Koaupyemoro berka.



KnuHuyeckunm npumep. [iInarHoctuka 3.

Kpome Toro, 61510 npoBeaeHo nccnegosaHne HK obonx poaute-
rnemn bonbHoro pebeHka Ha HanmMune BbISBNEHHbIX MyTaLun,
NnpoaeMoHCTpMpoOBaBLLee nepenady aTnx Mytauum no ogHou ot

oTua N MaTepun K CbiHY.

Ta6nunua. Hacnegoeanune mytauuin reqa SLC39A4 8 cembe nauuenTa B.A., 18 Mec, € IHTEPONATHYECKHUM AKPOACDMATHTOM

Annens 2
¢.1870_1887del p.His624_Leu629del

Annens 1

Marb Her
Orey €.1015_1136del (p.Leu339Serfs*38) Her

Pe6exok ¢.1015_1136del (p.Leu339Serfs*38) ¢.1870_1887del (p.His624_Leu629del)




JleueHue 1.

PebeHKy No XM3HEHHbLIM Noka3aHuam Obli1 Ha3Ha4eH npenapar
LUMHKa cynbdart (LlMHKTepan) n3 pacyerta 4 Mr/Kr macchl Tefna B CyT
No aNeMeHTapHOMY LUUMHKY. Takke NpoBOAUITUCL CUCTEMHASA U
MeCTHada aHTMbakTepuanbHas Tepanug ¢ y4eTOM Hanmuug
BTOPUYHbIX O4aroB MHPULIMPOBAHUS.



Puc. 2. [posenenus akpoaepmarira y nauventa b.A., 18 mec, cnycrs Tpoe CyT OT Hayana neyexua NpenaparoM UMHKa




JIleyeHwue 2.

B panbHenwem gosa uuHka oblia ckoppektupoBaHa, pebeHoK
eXXeQHEeBHO (NOXXWU3HEHHO) Nony4yaeT No 2 Mr/Kr B CyT
9NeMeHTapHOro LIMHKa.

Puc. 3. posenenns akpogepmarira y naurenta b.A., 19.5 mec, cnycra 6 Hag NeYeHHs NPenaparoMm UMHKa

b . . " .- ’-' ' K .-’
e 3 4 | o
- L
.




bnarogapto 3a BHUMaHue




