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AKTyaJIbHOCTBb TeMBbI

Al aBNsieTCA OYeHb pacnpoCTPaHeHHbIM 3abosieBaHMEM Cpeau HaceneHus B
uenom (go 30-40% B KPYMHbIX 3MNMAEMMOSIOTMYECKUX UCCNefoBaHUNAX).
Hanbonee pacnpocTpaHeHHON AIBNSETCA dCCeHUManbHasa runepteHsus. Ho no
MeHbllen mMepe 15-20% HaceneHusa cTpagaroT BTOPUYHbIMU TMNEPTEH3UAMM,
XapakTepusyrowmmmucs cneunduyeckon u  noTeHumanbHO  06paTUMOW
npuynHon T ALl



Y BCcex NaumeHTOB C paHHMM Havyanom 3aboneBaHus (>45-40 neT) ¢ yCTOMYMBOM
Al TN60 C HapyLLUEHUSAMWN SNEKTPOSIMTHOIO 6anaHca AOMKHbI 6bITb UCKTHOYEHDI
BTOpUYHbIe Al.




HhcTopusa

B Hauyane 1960-x Jlngan onucan criyyam B CeEMbe, B KOTOPOU 2 feTen-
NOAPOCTKOB CTpaganu Taxenou Al, KunokanmemMueu, scnencremne
NOBbILIEHHOM 3KCKPELMM Kanus ¢ MOYoM N MeTaboIM4eCKMM ankoso3om. Ux
MaTb M 6abyLuKa ymMepan npexaespeMeHHo (o6e cTpaganu Al).
[TpMeyaTenbHO, YTO OCb PEHUNH-aNbA0CTEPOH Oblfla NoAaBsIeHa, a ieyeHne
MRA 6b1/10 Hea(pPEKTUBHbIM, OJHAKO TPUAMTEPEH U OrpaHNYeHne
ynoTpebneHnsa HaTpusa Aanu nonoXuTtesnbHbIin adhdeKT.



Cunapom Jlugana (ceBaoanbaI0CTEPOHN3M) — I€HETHUYSCKOE 3a00JIeBaHuE,
XapaKTepH3yoIeecs apTepuaibHOM TMIIEPTeH3UEN ¢ THIOKAIMEMHUYECKUM META00InYECKUM
aJIKaJ030M, TUIIOPEHUHEMHUEN U TIOAABIIEHHON CEKPELUEN AJIbIOCTEPOHA, KOTOPOE 4acTO
MPOSIBIISICTCSL B paHHEM BO3pacTe. ITO MPOUCXOAUT M3-3a HEAJEKBATHO MTOBBIIICHHOMN
peadbcopOIK HATPpHUs B IUCTAIbHOM OTAeae HedpoHa. Cunapom JIuaaia BeI3bIBaCTCSA
MyTalsIMU CyObeIMHUIL SUTEINaIbHOro HarpueBoro kananaa (ENaC).




OIINOEeMUOJIOT US

Ha cerogHsALWHWN cUNTaEeTCs, YTo cuHApoM Jluaana aBnaeTca NpUUYNHHbIM
dakTopom npumepHo B 0,9-1,5% runepTteH3un ¢ paHHUM Havyanom.XoTs
Tekylne AaHHble O pacnpocTpaHeHHOCTU cnHgpoma Jingana HenosiHbl, BMoJsiHe
BEPOATHO, YTO cCUHAPOM Jlngana HegooueHmBaeTca. CUMNTOMbI CUHAPOMA
Jingana KaXkyTca noxoXXumMu Ha pag ApYrnx COCTOAHUU, U reHEeTUYECKNI
CKPUHUHI cuHapoMma Jlugana He noayymn WUpOoKOoro pacnpocTtpaHeHus. nsa
NoSlydeHUA TOYHbIX OLLeHOK pacnpoCcTpaHeHHOCTU cnHgpoma Jingana
noTpebyetcs 6onee MaclUTabHbIN reHeTUYECKUIN CKPUHUHI Ha YPOBHE
nonynsaunu Bcex cybbeamuuny ENaC, a ans oueHkn neHeTpaHTHOCTU CUMHAPOMA
Jlnpana Ha ypoBHe Nonynsiunm noTpedbyeTcst CKPUHUHT NNLL, He CTpaAaroLLImnX
rMnepToHMen, Ha Hannume myTaumm cuHapoma Jingana.



[TaToreHes

[Mpun LS nosblweHHaa akTuBHOCTb ENaC Ha annkanbHOM NOBEPXHOCTH
ANCTanbHbIX OTAEN0B HedhpoHa NpMBOAUT K 1 peabcopbunn Na— 1 o6bema
nnasmbl— | YpOBEHb anbAoCTepoHa U peHuHa, T ALl, T akckpeunn K, H n
MeTaboNIM4yecKuni ankonos.



J1MarHOCTUKAa

- pesucTteHTHas Al (B 92,3% cny4yaes). Y nauneHToB ¢ LS TaxecTb Al' 1 cBA3aHHbIe C HEl
KJIMHWYeCKMe NposiB/IEHUS HEOAMHAKOBbI BO BCEX Clyyasx

- Kunokanuemusa u metabonuyeckui ankonos (B 71,8% cnydyaeB LS)— cumntomaTuka B
3aBUCMMOCTU OT BbIpaXX€HHOCTU: MblLLeYHas cnaboCcTb, TeTaHUA, NapecTe3nu, BoBneyeHne XKT.
XapakTepHble npu3Haku runokanuemmm Ha SKI Tak)xe NpUCYTCTBYIOT B OCHOBHbIX C/lyvasx:
aenpeccus cermeHTa ST, HA3KME AN MHBEPTUMPOBaHHbIe 3y6Ubl T, BbipaXeHHble 3y6ubl U n
YyacTble Xenygo4KOBble KOMIMEKCDI

- HM3Kas aKTMBHOCTb PeHUHa U HU3KWU YPOBEHb asibl0CTepPOHa

- reHetmyeckoe uccnegosaHue Ha Hanmuune mytaumm SCNNTA, SCNN1TB, SCNN1G

- HacTyrnJeHue NonoXuTenbHOro addekTa B TeyeHne 4-HeeNlbHOW Tepanun TpuaMTePEHOM U
amMunopuaom



XapakrTepHbie KII—npm3HakKm rmnokKkasammemMmmm
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A. K cbiBOpOTKM 2,5 M3KB/J, Bblipa>Xe€HHble 3y6ubi U

Bb. K* cbiBOpOTKM 1,6 M3kB/J, Aenpeccuna cermeHTta ST
M BOJZIHbI T, MAccmBHbIN 3y6ey U




IInddepeHIIManbHasi AUMArHOCTUKA

* MepBUYHbIN rMnepanbAOCTEPOHU3IM

- HekoTopble BapuaHTbl cuHapomMa NueHko—KyLlluuHra



Knuandyeckumu ciydau 1

Marnbuuk, 13 1., HanpaBneH B OTAENEHNE TUMEPTOHUN OTAENEHNEM AETCKON SHAOKPUHONOrnm rno nosogy Al,
AVarHoCTMpoBaHHOM 3a 6 MecC. 0 3TOoro. MaTb— HOPMOTEH3UBHA, OTel— cTpagan Al u rmnokanvemMmen, ymep B
BO3pacTe 38 /1. OT BHE3anHown cepaeyvyHor cMepTu. Ictopusa pa3BuTtus 6e3 KIMHUYECKUX MPU3HaKOB aHOMasibHOro
pa3BuTusa. Ha MOMeHT noctaHoBku anarHosa A[l- 184/109 MMm. pT. CT., B aHanM3e CbIBOPOTKM KPOBU rMnoKannemMms—
3,2 Mmonb/n (3,5-5,0 MMonb/n). OLeHKa NopaXeHUsi OpraHoB-MULLEHEN He BbisiBuia HU MK, HU MUKpOoanb6yMUHYpPUK.
MaumeHT 6bin 06CnefoBaH ANA UCKNHOYEHUS BTOPUYHbIX Al Huskuin PRA (<0,1 HF/MA/4) U HU3KWUIA YPOBEHb
anbAocTepoHa B CbIBOPOTKE KpoBU. CTepouAHbIN Npoduib MOYM fan oTpuuaTtesbHbl pesynbTaT Ha npegMeT
CMHAPOMA M36bITKa MUHEpPanKopTMKoMaoB. Mocne 3-x MecaLeB Tepanuu cnMpoHonakToHoM (50 Mr/cyT) He
nocnefoBano NosIOXUTENbHOIO M3MEHEHUS KITMHUYECKNX U BUOXMMUYECKUX NOKa3aTenen, bbisia BbiABUHYTa rmnoTesa
o cuHgpome Jlngana. HazHayeHa Tepanus amunopuaom (5 Mr exxegHeBHO), KoTopas yny4ywiunia nokasartenu A
(120/65 MM. pT. cT.) 1 HopManusoBan ypoBeHb K B nnasme (4,8 Mmonb/n). AnarHos CJ1 6611 nogTBEPXAEH
reHeTUYeCKUM aHanIn3oM. YUnTbiBast KIIMHUYECKYHO KapTUHY OTLa, HacrefoBaHne MyTaLmm No OTLOBCKOW JIMHUK
BeCbMa BEPOSATHO.



KnuHEN4YeCcKUM ciiydyamn 2

o sy

Y Goneworo B, 60 ner, 8 gexabpe 2011 roaa AMarHoCcTMPROsaM caxapHeii auaber 2 TMNa, UENEeBOH YPOBEML MNIMKE MUK AOCTUrHYT. Mepes
ABA MECALA NOABMAMCE MAN0Ohi HA BLIPAMEHHYIO MBILEYHYIO CNabocTs, OTEXRKM HMM¥MMUX KoHeusocTeR. Npu oBcnengoBannm 8 OTAENE HMK
Hedponormm O6GNACTHOR HAMMHMNECKOR GoNbHMULI BniRENEHO. mMnokanuemua 1.2 mmons/n, rnokansumemma 1.9 smons/n,
meTabonmweckmii ankanoa Be 5.6, pH kpoan-7.5, KOK 9700 e/n, KOK-MB 157 e/n, yBENMEHME TPAHCAMMHAES A0 6 HOPM, KPESTHUHMH KPOBM
107 smumons/n. Npu wccnegoBsanum Mmoun rmnocredypua (1003), nporernypma 8o 2 r/cytkm. Ha 3KIN vacran cynpaseHTpuxyNapHan
IKCTPACHCTONMA NO THNY GUreMeHnmn, rMNOKANMEMHA. YNMTHIBAR HAPYWEHME CEPASMHOID PHUTMA, IHAYEHMA MapKepos peilopbumoHHOo-
HEKPOTHHECKOND CHMHADOME, MOKMONMANCA OCTPHIR KOPOHAPHLIA cuHapom. MNMpu KOMNBIOTEPHOR TOMOIPAaPWKM NONKM YMEHBLLWEHL 8
pPaiIMepax, NartoNorMM HAANOMEYHMHOE HE BLIABNEHO. BOIMMKNE AMArHOCTHHECKAA BEPCHMA O TySynonaTtum (TUNOCTEHYPHA, MNOKANHMEMMA,
ANKAN03 CHBOPOTHM) NpoBOAMACA ANPDEpPeHUMANEHBIA AMArHo3 mexay cvnapomom fNnaana wm Narenemana. BonesHOMY Ha3zHavanwuce
NPENaparTel HKaNMa, BEPOWNUPOM C OTHET/IMELIM KAMHMMECKUMm 3ddexTom: soccTanHoBmnacs paborocnocobHocTe, HOpmanwiosanca pH
CHIBOPOTHM. TN OKANMEMMA - CAMOE YACTDE INENTPONMTHOE HAPYLWEHME B KAMHMYECKOR npakTuxe. Jlerkan rmnokanmemma BeccmmnrTomea,

HO Y NAUMENTOE C CEPASHON NATONOTMER YEBENVMNEIET PWUCK CEPASIYHLIX APHUTMMA, TAMENAR TUNOKANIMEMMA PEANLMHO YIPOMAET PAIBUTHEM
pabaomMmuonmia, SOCXOARWEND Napanmya. HECMOTPA Ha OTCYTCTEME BEPUOMHALMMK AMArHO3Ia NOCPEACTEOM FEHETHHECKONO HCCNEA0BAHMA,
noaagrmit aebot 3abonesanma, CTORKMA TUNOKANMEMUMECKMA ANKAN03 NOIBONWMAM YCTAHOEMTE CHHADOM UTENLMaHE - BPOMOEHHOR
TYGYNONaTUM C BYTOCOMHO-PEUECCHEMBIM TUNOM HACNEQ0EaHUA, MYTAUMWER (CO CHMWMEHMEM SyHKUMKM) THaIMa-vyaCcTBMTENBHOMO Na' -Cl
HOTPAHCNOPTEPA B ANCTaNbHbIX Kananbuax. Nporkos npw cuHigpome Nurensmasia GAaronpuaTHeii NPM NOCTORKMOA TEPAN MK NPENaparamm
wanua. Aunamuvecxkoe Habmogernne 3a 60NsHBIM NPOAONMIETCA




JleyeHUE

1. AneTta co cHmxeHHbIM copepxxaHuem NaCl (go 2 r/geHb)
2. bnokatopbl akTuBHOCTM ENaC (TpnamTepeH, amunopua)

3. PeKoMeHAayeTCsl KOHTPOJb YPOBHS 9N1EKTPOSIUTOB MNi1a3Mbl KPOBU B Havane
Tepanuu



Crzacu60 3a BHUMaHuel




