IIpumeps! 3agannii Onumnuansl «BupTyo3 nequarpum» 14 5-6 KypcoB

Koukypc «4mo? I'oe? Kozoa?»

CYIHeCTByeT peaKasa MmyTanus, IOCICACTBUA KOTOpOﬁ, KaK IIpaBUJIO, HEC

MNPUYIHUHAKT HOCHUTCIIIO 0COOBIX HGYIIO6CTB, X0TAd B HCKOTOPBIX CHUTyallUAX

ACIAar0T MyTCHICCTBUA HCMHOI'O CJIOKHCC. HGKOTOprM HApYHIUTCIIAM 3aKOHA,

0JIHAKO, UMETh €€ ObUIO OBbI TOJILKO, Ha PYKY. CKaKUTE, YEero He XBaTaeT ITUM

JO M.

Omeem: PI/IC}’HKa Ha 11ajibniax, OTIICYaTKOB ITaJIBIICB.

Konxkypce apyoumoe «Bce unugiuuezo»

1. 1o 00OBEIUHSET OTY NABA ITOHATHUA?

Omeem: Hedpur (60s1e3Hb MOYEK U Ha3BaHHE KaMH )

2.CooTHecuTe TeH, MyTalisl B KOTOPOM SIBJISI€TCs MPUUMHON 3a00JI€BaHMS !

3abosieBaHue udpa I'en

A. TlpokcuMasibHasi ciMHAJIbHAS MbILLIEYHAas aTpopus 2 1. NPC1

5Q 2. SMN1
B. Hedunut arum-COA-1eruaporeHasol 4 3. PAH

CpeIHeNeOYeYHBIX KUPHBIX Kucior (MCADD) 4. ACADM
C. MykoBucIu103 10 5. GBA
D. bonesns ['ome 3) 6. COL1A
E. bone3nr Humanna-IlTuka, Tuna C 1 ; 85; S
F. HuctuHo3 8 9 LIPA
G. Jlepuut TU30COMHOM KUCIOM JIUITa3bl 9 10. CETR
H. Knaccuueckas peHmIKETOHYpHS 3
|. Krnaccuueckasi roMOIIUCTUHYPUS 7




J. HecoBepinieHHbI# ocTeOreHE3 6

3. HazoBuTte Bce KOMIIOHEHTHI TPUAJIBI.
Knaccuueckaa mpuaowot I emuuncona/Xamuuncona

Omeem: Nntepctunmanbubiidi udQy3HbIA KEpaTUT, TIyX0Ta U 3yObl
['eTunHCOHA.

/Jlna kakozo 3a001eeanus Xapaxmepen OaHHBbLL CUMRIOMOKOMAIEKC?
Omeem: Bpoxnennniii cuduimuc

4. Celyac; amMEpUKaHCKas IIKOJa PEBMATOIEIOB Mpemiaraet Ha3piarth OTO
3ABOJIEBAHUE wHade, B CBsA3M TEM,//YTO® HEMCIKHH IaTOJIOTOAHATOM,
oTmpicaBIIMK ero, OblI wieHoM HamMnoBali-cOHMMaIiCTUUYECKONM HEMEIKOU
paboueit napTud. HazoBuTe mpoiiioe U HeIHEIIHEE Ha3BaHUe 3a00JIeBaHus.

Omeem: TpanyneMaro3 BereHepayspanyaeMaTo30M € MOJIUAHTUUTOM
Konxypc knunuyucmoe «Ilamo 6onpocoey

JlaHHast 3a/1a4a PO U3BECTHOI'0 KOMIIO3UTOpa B 00J1aCTH KJIageMdeCcKOi My3bIKH,
xwusiiero ¢ 18107mo 1849 rox B EBporne. MHOTHE HCTOPHKH, N3ydas-ero Onorpaguro,
NBITAINCH MOHATh; MOYEMY TAaKOW TAJIaHTIMBBIM YETOBEK YMEp B CTOJIb MOJOIOM
BO3pacre?

310pOBbEM BEJIUKOIO MY3bIKAaHTA HAdajlu HHTEPECOBATHCS TOJIKO IOCHE €ro
CMEPTHZMAAO"CHUX TIOP ITO ABIISIETCS MPEAMETOM JIHCKYCCHIA.

C poxaeHHUS OH OTJIMYAJICS XPYNKUM 3710pOBBEM U 4acTO 0oJied MpOoCcty/IHbIMU
3a00JIeBaHUsAMU. B 10HOCTH MMen yacThle MpoQiIeMBl € JIETKUMU, TUApEr0 U EHIKEHNE
Maccel Tena. B Bo3pacte 16,J1€T ysHero B TeueHue 6 MECSIEB COXPAHSIIACH TaKUE
CHUMIITOMBI KaK KallleJb, TOJI0BHAs 00JIb, YBEIMUYCHUE ICHHBIX TUM(PATHIECKUX Y3II0B.
[Tono6ubie eumnToMbl HaOmoaanuce U B 20 ner. OH HUKOIa HE -MOT OTPacTUTh
HOpMaNbHbBIE GaKeHOAP/IBI, YCBI, O0POTY — BOJIOCH! OBUTH TOHKUMU W-JIOMKHUMH.

OH umen O0JIM3KUE OTHOIICHUS C HECKOJIbKUMU KCHIIMHAMU, HO Y HETO HUKOT/Aa
He OBLIO JIeTEeN.

Bo Bpewmst snunemun rpunina B [apmxke y-myspikanTa Oblla BBICOKAsI IUXOpaaKa
Y KpOBOXapKaHbe. ET0 Bpad MOpeKOMEHI0BANI €My TEIUIBIA KIMMAaT. B TeueHne Bceu
KU3HU €ro MOCTOSHHO OECIOKOWJIM OJBIIIKA M MOBBILIEHHAs yTOMIISIEMOCTh. Emy
4acTO MPUXOAUIOCH OCTaBaTbCs OO B IIOCTENIH IIOCIE TOrO, KAK OH JUIUTEIBHO
urpai Ha GOpTEenbsHO.

B 30 net cocTosiHME 300pOBbs 3aMETHO YXYAIIMIOCh. OH emeé Ooble Moxyaenl
u ctas BecuTh 45 kr npu pocte 170 cM. CornacHO ONMCAHUSM OKPYKAIOLIUX, OH ObLIT
OJIeHBIM, XY IBIM U TI0XO0 BbITIsiaen. Kapukarypa, HapucoBaHHas €ro Ipyrom, 4eTKO
IIOKa3bIBACT, YTO Y HEro chopmupoBasiack 604K000Opa3Has popma rpyAHON KIETKH. A



HEKOTOpble Ouorpadpl MUCATH, YTO MaAdCTPO TEHHUAIBHO MepeOupaeT KIIABHIIU
MMaHUHO 0apabaHHBIMU MMAJIbIIAMHU.

B mocnegHue ToabI )KU3HU TEHHAIBHOTO MY3BIKAaHTA M BETMKOTO KOMITO3UTOPA
€ro COCTOSHHE 3aMETHO yXyamanoch. K Kamuto, ONBINIKe, MepeMeKaroiieics
JUXOpaJKe MPUCOCIUHUINCH YACTOE KPOBOXapKaHbe, KPOBaBasi PBOTA M OTEKH HOT.
Heckonbko Bpaderd €ro KOHCYJbTHPOBAIM M JaBajld pPa3HbIC 3aKIIOYECHUS U
PEKOMEHIAINHN, HO COCTOSIHHE PACIEHUBAJIOCh, KaK TSKEJIO€ M OKa3aTh aJICKBATHYIO
MEIUIUHCKYIO TIOMOIIb ObLIO TPYIHO.

Orerr My3bIKaHTa Takke 00yies1 HHPEKIUAMU JAbIXaTENbHBIX MyTEeH, HO TPOKHUIT
no 73 ner. Mama oOnajana, XopOomuM 300pOoBbeM 1 _yMmepiia B Bo3pacte 77 aetr. Y
MY3bIKaHTa ObLIIO TPHW-CECTPHI: CTapIias - ymepia B 7741€ty CPEIHSS - TAK)KE CHIHHO
cTpazanga oT MHMEKIWI IbIXaTebHbIX MyTel U M0 UMEIOIINMCS-JIAaHHBIM yMepJia OT
OoJie3HU JieTKuX(Bo3pacte 47 neT. 310poBbe MIIIEH cecTpbl ObI0 crnadbiM. OHa
nepuonYecky 0osiena HHPEKUUSIMH TbIXaTeIBHbIX MyTeH, TakKe y ‘He€ oTMedanach
OJIBIIIIKA, -KPOBaBasi pPBOTa M CHUKEHHE Macchl f€fa YMepiia OHa OT MAacCHUBHOTO
KPOBOTEYEHUS U3 BEPXHUX OTICIOB-IKENyAOHHO-KMIICYHOTO TPaKTa, Korja il ObLIo
Bcero (14 ner.

B/Hacrosiee BpeMsi M3BECTHO, YTO Y HEKOTOPBIX COBPEMEHHBIX TTOTOMKOB 3TOTO
YelioBeKa TaAKKe OTMEYATUCH 0100 HBI€EKMITTOMBI O0JIE3HU.

=

V3Hanu Jii Bbl UMK 3TOTO YEIOBEKA?

2.  YKaxuTe, KaKue CUMIITOMBI MOLYT SIBIATHCS MPU3HAKaAMU OONIE3HU y AAHHOTO

yejoBeka?

O xakoM 3a6@JI€BaHNN MOXKET HITH PEYb B IAHHOM Cirydae?

4, C xakdMmYy, 3a00JICBaHUSAMH HEOOXOAMMO, “nuddepeHnpoBaTh JIaHHOE
3a00J1eBaHMC B MPOIILIBIE TOJIbI U CETO/HS?

5. KakoBa BepOsTHas npuyrMHa CMEPTH MJIAAIIEN CeCTPbl My3bIKaHTA MTPU AAHHON
CUMHFOMATHKE?

6. (QOBsACHUTE dTHOJIOTHIO U IMATOTCHE3 JaHHOIr0/3a00/1€BaH .

7. Kaxoe nedyenuie Mor Obl TOJTYYUThMY3bIKAHT B HACTOSIIIEE BPEMS U KaKOI ObI ObLIT
COBPEMEHHBIN MPOTHO3, AJ1s1 HEFO?

8. [Haiite omnenky anamuzy KIIC mnamuenta c¢ gaHHbM 3a0osieBaHuem. Kak

HA3bIBAETCA JJaHHOE OcokHeHue? KakoB ero naToreHes u NpUHLMIbI JIeYeHUs?

w



Tect Peaynstar En wamepenun [omkHbIe 3HAYEHWA
Temnepatypa 37 °C

Kucnopog B nogaeaemMoi cMecH 21 %

BogopodHsli nokasaTters 7,627 <> 7,35-7.45
lMapuwansHoe AaBneHne Yrinekucrnoro rasa 64,1 MM PT.CT. 35-48
[NapuwansHoe gasneHne KMcnopoda 44 5 MM DT.CT. 83 -108
OBLWKHA remornobuH 125 rm 140 - 180
MemMaToKpUT 38,6 %

PYHKUMOHANBHAA HACkILLEeHHOCTE KMCNOPoaoM 80,7 % 95-99
OKcuremornoduH 79,2 %

KapbokcuremornobuH 1 % 0-08
NeaokcuremornobwH 19 %

MeTremornobuH 0.8 % 0,2-06
HoHsl kanua (K+) 2 MMOIL/N 3,5-5
HoHb! HaTpma (MNa+) 118 MMOIB/N 136 - 146
MoHbl kansuma (Ca++) 0,95 MMONBL/M 1,15-1,29
HoHsl xnopa (CI-) S50 MMOMLN 98 - 106
[MioKoza 10,6 MMONb/T] 3,9-58
Nakrat 25 MMOIL/M 05-16
BunupybuH C MKMOTB/N

OcMONANEHOCTE 2475 MMOIL/KT

OBWan KAHLeHTpauma kucnopogda 14 MMOB/N

MapuwansHoe aasneqne 02 npu 50% SO2 26 41 MM pT.CT.

Mabpitok BO BO BHEKNETOUHON KWOKOCTH 39,7 MMOTL/N

KoHyeHTpaumAa BukapboHata B nnasme (HCO3) 65,6 MMOIL/N

KIWC kanunnApHaa (Radiometer ABL 835) BLINOSHEH

9./ VkaxuTe, Kak#e 1aTeI0rnIeCKNe N3MEHCHUS MMEIOTCS Ha TIPEICTaBICHHON Bam
KOMITBIOTEPHON TOMOTpa(uid (OPraHOB TPYAHOM KIETKH HAIMEHTa C JaHHBIM
3a00J1€BaHUEM:




Omeemout

=

w

OpunepuxllloneH

Yacrtble pecnuparopHbie 3a00NeBaHus U Kalllelb, TUCTICTICHS (Auapest),
CHU)KEHME-MACChI TeJa, MPU3HAKA XPOHUUYECKOM JIbIXaTeIbHOM
HEJI0OCTAaTOYHOCTU Y TUTIOKCUU (OJIBIIIKA, CAMITOM «OapabaHHBIC MATbIIBLY,
0oukoo06pasnHas hopma rpyJHOM KJIETKH), MOBBIIIICHHAS YTOMIISIEMOCTb,
CHIKEHHE (PepTUIILHOCTH, HApYIIEHNE POCTa BOJIOC 13-3a AehuiiuTa
BATAMHUHOB, OJICITHOCTH (aHEMUS U3-3a MaJIbabCcopOIHm).

MyxoBUCIIN103, JTETOYHO-KUIIeYHas (hopMa.

TyOepkynes, jerounast popma, XPOHUUECKU OOCTPYKTUBHBINA OPOHXUT
(XOBJI), nepBuuHas MumMapHas JMCKUHE3Us, CHCTEMHbIE 3a00JIeBaHus
(Xammena-Puya, 1erouHsiii reMoCHAepo3, UMMYHOTIIO0YJITMHOIIATHH), C.
Bunbsivca-KemmnGena, c. [lIBaxmana-Jlaiimonaa, BpoKICHHAS IUIa3HAS
HEJ0CTATOMHOCTD, LIETMaKUsl, OpOHXHaJIbHAs aCTMa, LIUPPO3 [ICUEHHU.
MokHO JyMaTh 0.MyKOBUCLU03€ C OCI0KHEHUEM B, BHAE LIMPPO3a NIEUEHU U
pa3BUBIIEMCS] KDOBOTCUSHUEM U3 BAPUKO3HO-PACIIMPEHHBIX BEH MUILEBO/IA.
Myraius B rene mykoBucipao3za (CFIR) npuBoaUT K HAPYHIEHUIO PETYISIUN
MOHHBIX KaHAJIOB U1 MEMOPAHHOTO TPAHCIIOPTA SK30KPUHHBIX XKEJIEe3.
[Tpoucxonut HapyiieHue 6anaHca CEKpPeIru >KUIKOCTU U aOCOPOIIMN HOHOB
Na" u CI, B pe3yabTaTe 4ero, Cokpamiaercs 00beM KHIKOCTH U
YBEIUYHUBAETCS BA3KOCTh KHUJIKOI0 CEKPETa BCEX IK30KPUHHBIX XKEJE3, UTO
MPUBOJIUT K HAPYIICHUIO UX QYHKITUH.

Kunesurtepanus (cnierianbHasi IbIxaTelibHasi THAMHACTUKA U IPEHAX ),
MYKOJIUTHYECKAas, OpPOHXOIUTHYECKAs, aHTUMUKPOOHAs,



IPOTUBOBOCIIATIUTENbHAS TEpaIus, 3aMeCTUTEIbHas (epMEHTOTEepanus,
renaTonpoTeKTUBHASI U TaCTPOIPOTEKTUBHAS TE€paIusl, BRICOKOKaIOpUuiHas
JIMeTa U BUTAMUHOTEPAIHSI, 110 TOKA3aHUsIM TapreTHas Tepanus. [[poruos:
00JIbHBIE HYXKIAIOTCSI B HENIPEPHIBHOM JICUEHUHU. Y OJHHUX MAI[MEHTOB,
HECMOTpPSI HA CBOEBPEMEHHYIO JUAarHOCTUKY U aJIEKBAaTHYIO TEPAIIUIO,
nopakeHue OPOHXOJIETOYHON CUCTEMBI OBICTPO MIPOTPECCUPYET, Y APYTHUX
JUHAMKKa U3MEHEHHH Oosiee 6aronpusiTHa. MHOTHE MalueHThl JJOKUBAIOT 10
B3pPOCJIOrO U JIaXe 3pesioro Bo3pacta. TOUYHO OLIEHUTH MPOTHO3 3a00JIeBaHUS
HEBO3MOXHO JIa)K€ B CIIy4asiX, KOTJla TOUHO YCTAHOBJIEH TUI MYyTAallUH.
Cunnpom niceBao-baprrepa, MeTaGonuaeckuid ankanos, TMIOHATPUEMHUS,
TUIOKaIMEeMUst;-THIoXJIopemust. [laTtorenes: y mani€ésToB ¢ MyKOBUCIIUA030M
OTMEUAETCSIIOBBIIICHHAs OTEPS COJIEN C TOTOM, IPUBOJALIAS K TePUIUTY
HaTpus ¥ XJopa. ['unonarpuemus Benet K akruBauuu PAAC;
TUIEPANIbIOCTEPOHEMHUN U PeabCOpOMUM HATPUsI B TUCTAIBHBIX TOUYEUHBIX
KaHAJb11aX B 0OMEH Ha MOBBIIIEHHYIO CEKPEINE HOHOB BOJIOPOA U KaIHsl.
Pesynprar — MeTabonudeckuii-ankanosy €Ul Kalvs, HaTpus, XJIopa.
Jleuenue — mepopanbHas Wik HHPY3UOHHAS Tepalus Mpenaparamu Kaaus
XJIOpH/1a, HATPUS XJIOpUJa, Kaluii-cOeperaonumMu ANypEeTUKaMH.
JIByXCcTOpOHHUE LIMJTTHAPUYECKUEOPOHX0IKTA3bl, UHPUIbTPALUs
nepuOpOHXMATLHOM TKaHH, yEUieHue 1 aedopMalis JIErOYHOro pUCYHKa ¢
00eux CTOPOH.



