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CIIUCOK COKPAILIIEHUI

AAT — anbda-1-aHTUTpUIncux

ABM — apTepruoBeHO3HbIE MAJIb(POpPMaLIUH

AJIA — ageHOo3MHIe3aMMHA3a

MB — myxkoBuCHHMI03

MBTP — MyKoBUCLIHIO3HBIN TPAHCMEMOPAHHBIN PETYISTOP NPOBOIUMOCTH
HBJI — nacnencrBeHHble OOJIE3HU JETKUX

HI'T — nacnencrBeHHas remopparu4eckast TeJICaHTUIKTa3ns
OBUH — o6muii BaprabeabHblii UMMYHOAE(QULIAT

[N ]| — nepBUYHbIE UMMYHOIES(PUIIUTHI

[II/] — nmepBuyHas nuiMapHasi JUCKAHE3US

CBO — cunapom Buckorra—Omnapuya

TI'CK — TpaHcniaHTalusi FTeMOMOATUYECKON CTBOJIOBOM KIIETKH
TKUH — Tsxenas koMOMHUPOBAHHAS UMMYHHAsl HEIOCTaTOYHOCTD
XI'b — xpoHudeckas rpaHyiemMaro3Hasi 001e3Hb

SP-A — 6enok cypdakranta A

SP-B — 6enok cypdakranta B

SP-D — Genok cypdakranta D

SP-C — 6enok cypdakranra C

GM-CSF — rpanynonutapHo-MakpoQarajibHblii KOJIOHUECTUMYIHPYIOIIUN

dakrop



MOTHUBAIIMOHHASA XAPAKTEPUCTUKA TEMBbI

Oo01ee Bpemsi 3aHATHI: 7 4.

HBJI saBnsroTcs ogHo# n3 Hanboiee TpyAHBIX TPOoOIeM B MEIUATPUN C TOUKH
3peHus KaK JUarHOCTUKH, TaK U JIEUYEHUS U UX NPOPUIAKTUKU. YCIIEX TepaneBTH-
YECKUX MEPONPUATUNA BO MHOTOM 3aBUCHUT OT OIPENEICHUS UICTUHHOIO XapakTe-
pa maToJIOrMYECKOro MpoIECcca, €ro paHHEe TUAarHOCTUKU. B CBs3M ¢ 3TUM BaKHO
¢dbopMupoBaHUE y Bpaua COOTBETCTBYIOIICH «IMarHOCTUYECKON HACTPOCHHOCTHY,
MOBBIIIIEHUE €T0 OCBEAOMJICHHOCTH B oOnactu 3HaHui nmo HBJI. Dto mo3Bonut
CBOEBPEMEHHO BBISBIISTH TAKUX IMAlMEHTOB, MPABUILHO OPTraHU30BBIBATh UX 00-
CJIEIOBaHUE U JICUCHUE.

Ileapb 3aHATHSA: U3yYUTHh OCHOBHBIE BOIIPOCHI MMIEMUOJIOTMH, ITHOIIATOTe-
He3a, quarHoctuku u euenus HbBJI y nereit.

3agauu 3aHATHA:

— pasobparp knaccupukanuto HBJI y nereit, mate ompeneneHue Hanboee
4acTO U3 HUX BCTPEUYAIOIINMCS;

— W3YYMTb YAaCTOTYy BCTPEUYAEMOCTH, STHOJIOTUIO U NAaTOreHe3 Haubosee ya-
cro Bcrpevaromuxcess HbJI y nereit;

— pa3oOparb OCOOEHHOCTH KJIMHUYECKUX IPOSBICHUN Hamboiee 4acto
BcTpevaromuxcsa HbJI y nerei;

— W3YYHUTh OCHOBHBIE J1aOOpaTOpHbIE U MHCTPYMEHTAJIbHBIE TUArHOCTHYE-
ckue Kputepun Haubomnee yacto BcTpevaromuxcs HbJI y ngereii;

— W3Yy4MTb OCHOBHBIE IPUHLUIIBI U METO/IBI JICUEHUSI HauboJiee 4acTo BCTpe-
yarommxcs HbJI y nerent.

TpeGoBaHMsI K HCXOAHOMY YPOBHIO 3HAHMUM. /[JI MOJTHOTO YCBOEHUS TEMBI
CTYACHTY HEOOXOAMMO MTOBTOPHTH:

— W3 aHaTOMHUU, TUCTOJOTHHU, HOPMAJIBHON M MAaTOJIOTHYECKOW (U3HOIO-
UM — aHATOMUIO U SMOPUOTEHE3 OPTAHOB JIBIXaTEIbHON CUCTEMBI, BHYTPUYTPOO-
HO€ Y IOCTHATAJIbHOE (PYHKIIMOHUPOBAHUE JIBIXaTEIbHON CUCTEMBI B HOPME U TIPU
NaTOJIOTUH;

— 13 OMOJIOrMM — MOHATHE O I'€HAaX, XPOMOCOMAaX, TUIIAX HACJEI0BaHUS,
POJIb TEHETUYECKUX MYTALIM, IPaBUJIA COCTABJICHUS POAOCIOBHBIX;

— U3 MPOMEIEBTUKU JETCKUX 00JIe3HEN — aHATOMO-(PU3HOIOTHYECKUE 0CO-
OEHHOCTH JBIXaTEIbHON CUCTEMBI, CEMHOTHKY €€ MOPaKEHUH, IpaBHIa 00CIEN0-
BaHUs JeTel ¢ 3a00JIeBaHUSIMH OPTraHOB JbIXAHMUS;

— u3 ¢papmakoJorun — PapMaKOKMHETUKY U (HapMOKOAMHAMUKY aHTHOAK-
TEPUAIIbHBIX, MYKOJIUTUYECKUX, OPOHXOIUTUYECKHX M MPOTHUBOCHIATUTEIBHBIX
JIEKapCTBEHHBIX CPEACTB, MPENAPATOB ISl KOPPEKIMHU 3K30KPUHHON HETO0CTATOY-
HOCTH TOJIKEITYTOUHOM KEJIE3bI.

KoHTpo/ibHBIE BOIPOCHI M3 CMEKHBIX TUCHUIIHH:

1. Anaromo-(¢u3nonorunueckue 0COOEHHOCTH OPraHOB AbIXAHUS Y JAETEH.
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2. IloHsiTHE O MOHOIE€HHBIX, AyTOCOMHBIX 3a00JIEBAaHUSX, POJIb I'€HETHUYe-
CKUX MyTalluH.

3. IIpu3HaKu JOMHUHAHTHOTO M PELIECCUBHOIO HACJIEIOBAHMUS.

4. Iaro¢pusnonornueckue U MOpQPOJIOTUIECKUE U3MEHEHUS B JIETKUX MPH
3a00JIeBaHUSAX OPTAHOB JIBIXaHUSI.

5. CoBpeMeHHbIE METO/IbI AMATHOCTUKU OOJIE3HEN JETKUX y JIeTEH.

6. MexaHu3M JIeCTBUS U XapaAKTEPUCTUKA MYKOJIIMTUKOB U MYKOPETYIISITOPOB.

7. punnumsl aHTHOAKTEPUATHHON TEpanuu OOJIE3HEN JETKUX Y IeTeH.

KoHTposbHBIE BOPOCHI 10 TeMe 3aHATHS:

1. Onpenenenue, TUN HACIEIOBAHMS, OCHOBHBIE KIIMHUYECKUE MPOSBICHUS,
JUArHOCTUYECKUE KPUTEPUU U OCHOBHBIE MPHHIUIBI JICYEHUSI HACIEACTBEHHOTO
JIETOYHOTO aJIbBEOJISIPHOTO MPOTEUHO3A.

2. Onpenenenue, TN HACAEAOBAHUS, OCHOBHBIEC KIIMHUYECKHE TIPOSIBICHHUS,
JUArHOCTUYECKUE KPUTEPUU U OCHOBHBIE IPUHIIUIIBI JICYEHUS JIETOYHOIO aJIbBEO-
JSIPHOTO MUKPOJIUTHA3A.

3. Onpenernenne, TUN HACJIEA0BAHMS, OCHOBHBIE KIIMHUYECKUE MPOSIBICHUS,
JAAarHOCTUYECKUE KPUTEPUU U OCHOBHBIE TpUHLHANBI JieueHust 1T /]

4. Onpenenenue, TUN HACJIEAOBAHUS, OCHOBHbBIEC KIIMHUYECKHE TIPOSIBICHHUS,
JUArHOCTUYECKUE KPUTEPUU U OCHOBHBIE TPUHUMIIBI JIEUEHHS] IEPBUYHOM JIET04-
HOM TMIIEPTEH3UH.

5. Onpenenexuve, TUIT HACJIEIOBAHUSI, OCHOBHBIE KIMHUYECKHUE MPOSIBICHMUS,
JMAarHOCTUYECKUE KPUTEPUU U OCHOBHBIE NMPHUHIUIBI JICYEHUS CIIOHTAHHOIO Ce-
MEWNHOIO0 MHEBMOTOPOKCA.

6. OnpenenieHne, TUN HACJIEI0BAHMS, OCHOBHBIE KIIMHUYECKUE MPOSBICHUS,
JMAarHOCTUYECKUE KPUTEPUHU U OCHOBHBIE MPUHIIMIBI JeueHuss MB.

7. OnpenenieHne, TUN HACJIEI0BAHMS, OCHOBHBIE KIIMHUYECKUE MPOSIBICHUS,
JUArHOCTUYECKHUE KPUTEPUH U OCHOBHBIC MIPUHITUIIBI JeueHus aepuiura AAT.

8. OnpeneneHre, TUIT HACJIEIOBAHUS, OCHOBHBIE KJIMHUYECKHUE MPOSIBICHMUS,
JIMAarHOCTUYECKHE KPUTEPUH U OCHOBHBIE TPUHUMITBI JIeueHHs cuHapoma Ociiepa—
Panmro—BebGepa.

9. Onpenenenue, TUI HACIEAOBAHUS, OCHOBHBIE (DOPMBI, KITMHUYECKHUE MPO-
SIBJICHUSI, TUATHOCTUYECKUE KPUTEPUU U OCHOBHBIE IpUHIMIIBI JiedeHus [T /]

10. Onpenenenre, TUN HACIENOBAHMS, KIWHUYECKUE IPOSBIEHUSA, [IH-
ArHOCTUYECKHE KPUTEPUM U OCHOBHBIE IPUHIMIBI JICYCHHUS] NEPBUYHBIX I'M-
nep-IgM-cuHIpomoB.

11. Onpenenenue, TUI HACIEAOBAHMS, OCHOBHBIE KIMHUYECKHE ITPOSBIIC-
HUs, TUarHOCTUYECKHE KPUTEPUU U OCHOBHBIE NpUHLMILI JedueHuss CBO.

12. Onpenenenne, TUI HACIEAOBAHMS, OCHOBHBIE KIMHUYECKHE ITPOSBIIC-
HUS, JUarHOCTUYECKHE KPUTEPUM U OCHOBHBIE NTpUHLHAIGI JeueHnss OBUH.

13. Onpenenenue, TUIT HACJIEI0BaHUsI, OCHOBHBIE KIIMHUYECKUE TIPOSIBIICHHUS],
JMAarHOCTUYECKUE KPUTEPUU U OCHOBHBIE PUHIUIIBI JICUEHUS araMManiooyanHe-
Muu ¢ nedururom B-kneTok.



14. Onpenenenue, TUI HACJIEIOBAaHUS, OCHOBHBIE KIIMHUYECKUE MTPOSIBICHUS,
JMArHOCTUYECKUE KPUTEPUU U OCHOBHBIC MIPUHIIMIIBI JICUCHUS CEJICKTUBHOTO Jie-
¢dunuta IgA.

15. Onpenenenue, THUM HACJIEIOBAHMSI, OCHOBHbBIE KIIMHUYECKHUE TIPOSIBICHHUS,
JMAarHOCTUYECKUE KPUTEPUH U OCHOBHBIEC MPUHLUIIEI JeueHust XI'b.

BBEJEHHUE

HBJI — rereporennas rpymnmna reHeTUYECKH JETEPMUHUPOBAHHBIX 3200J1EBa-
HUH, KIMHUYECKYIO KApTUHY KOTOPBIX ONpEAEIIeT NOpakeHue Jerkux. OHu pas-
ANYaTCs Ae(eKTaMu, KOTOPbIE MPOU30LUIN B CUCTEME XPAHEHUSI TEHETUYECKOI
uH(pOpMaLM1, UMEIOT Pa3HbIE TUIIbI HACJIEOBAHUS, IATOT€HE3, KIMHUYECKUE MPO-
SIBIIGHUS, OTHAKO TSHKECTh 3a00JI€BaHUS U IIPOTHO3 )KU3HU MAllMEHTa, KaK MIPaBUIo,
00yCNOBJIEHbI U3MEHEHUSMH OPTaHoB JbixaHus. Hanbonee momHO HaclieCTBEH-
HbIE 00JIC3HU, B TOM YHCJIC U OPOHXOJIETOYHON CHCTEMBI, 000OIICHBI U OTMCAHBI
B pErucTpe HacyeICTBeHHBIX Oome3Hel yenoBeka MIM (Mendelian Inheritance of
Man), rae oHu CrpynnupoBaHbl, UCXOAS U3 TUNA HacyieqoBanus naronoruu. HBJI
SBIISIIOTCS AKTyaJIbHOM MPOOJIEMON COBPEMEHHOM MENULIMHBI, YTO OOYCJIOBIEHO
CJIOHOCTBIO MX JUArHOCTUKH U JICUEHHUS, HEIPEPBIBHO MPOTPECCUPYIOIIUM TEUE-
HUEM I1aTOJIOTMYECKOrO MPOLECCA, PAHHENW WHBAIMIU3AUUEN TAllUEHTOB.

Knunnueckue Bapuantsl HBJI MuorooOpaszusl. Beigenstor coocrserno HbBJI
0€3 OIHOBPEMEHHOT'0 BOBJICUEHUS APYTUX OPIaHOB U HACJIEJCTBEHHBIE OOJIE3HH,
IIPU KOTOPBIX U3MEHEHHMs B JIETKUX SIBISAIOTCS JIMIIb OJHUM U3 UX MPOSBICHUM.
K nepBoii rpynne 3a001eBaH1il OTHOCSTCS Takue O0JE€3HU KaK EPBUYHBIN JIETOY-
HBIM QJIbBEOJSIPHBIM NPOTEUHO3, JIETOUYHBIA aJIbBEOJSIPHBIA MUKponuthas, 1IN/,
CEMEWHBI CIIOHTaHHBIN THEBMOTOPAKC, IEPBUYHAS JIETOYHAS! TUIIEPTEH3US, UIH-
omarnyeckuii Gudpo3 nerkux u ap., K Bropoit — MB, anbda-1-anTutpuncunonas
HEJ0CTAaTOYHOCTh, Bce (hopmbl ITUJ u np.

N3menenus B nerkux npu HBJI ormimuarorcs BapuabenbHocThio. [Ipu of-
Hux Oonesnsx (ITU, TIL, cunnpom Mapdana, cunapom Onepca—[lannoca u
ap.) popMupyrOTCS MPEUMYIIECTBEHHO OpPOHXOAKTa3bl, MPU APYTUX (MAUOIMATH-
yecKkui (PuOpO3UPYIOMUN ATBBEONIUT, WIAMOMATUYECKUN TEMOCHUIEPO3 JIETKHUX,
anbQa-1-aHTUTPUIICUHOBAsET HEJOCTAaTOYHOCTh) — IPEUMYIIECTBEHHO ITHEBMO-
CKJIEpO3, JIErO4YHAas TUIIEPTEH3UMS], a IIPU MYKOBHUCIUI03€E, HAIIPUMED, YKa3aHHBIC
BBIIIIE€ BAPUAHThHI U3BMEHEHUH B JIETKMX MOT'YT COUETaThCsl MEKy COOO0 B OIMHAKO-
BOH cterneHu. bosbimas 6a3za qaHHBIX 00 3THX 3200JI€BaHUSX pa3MEIlCHA Ha CalTe
https://www.orpha.net/.

YacToTa HACJICACTBEHHOM IMATOJOTHH JIETKUX B CTPYKType Ooie3Hed op-
raHOB JIbIXaHUA Yy JI€Tel MO JaHHBIM pa3HbIX aBTOpoB kosednercs ot 0,6 % no
6 %. OpHako, MX UCTHUHHAs YacTOTa B MOMYJISIIMM OCTAE€TCAd HEU3BECTHOM,



T. K. 3TH 3a00J1€BaHuUs 4acTO BOOOIIE HEe quarHoctupyrorcs. Hepenko Bpaun omu-
6ouno npunumaioT HBJI 3a 0ObruHBIE (POPMBI XPOHHUECKUX HECTEHU(UUECKUX
3a0oneBaHui Jerkux. BMecte ¢ TeM, ycnex JiedeHus U MPOTrHO3 3a00IeBaHus 3a-
BUCAT OT CBOEBPEMEHHOCTH MOCTAaHOBKH MPABUIIBLHOTO uarHosa. [loatomy BaxHO
(opMHpOBaHUE y Bpaua COOTBETCTBYIOUIEH «JIMarHOCTUYECKON HACTPOEHHOCTHY,
YMEHMSI BBIJIEJIUTD XapaKTepHbIE KIMHUYECKUE Npru3Haku. OJHUM U3 MyTeH perie-
HUS JaHHOM NpOOJIeMbl SIBJISIETCS MOBBIIIEHUE OCBEIOMIIEHHOCTH Bpadel B 00ia-
ctu 3Hanni no HBJIL.

B nmpennaraemom yueOHO-METOANYECKOM MTOCOOUHU TIPEICTABICHBI B KPATKOM
dbopMe coBpeMEHHBIE 3HAHUS O YaCTOTE€ BCTPEUYAEMOCTH, KIMHUKO-TEHETUIECKON
XapakTepucTuke, nuarnoctuke u seduenuu HbJI y nereit.

COBCTBEHHO HACJIEACTBEHHBIE BOJIE3HHU JIET KX

Hacnedcmeennulii 1€204Hblil ANb6€0APHBLIL NPOMEUH03 — TCHETUYECKU
reTeporeHHble HAPYILIECHUs, IPUBOJAIINE K HAKOIUIEHUIO B aJbBEOJIIPHON U MH-
TepCTUIMATIbHOW TKaHU JieTKux SP-A u SP-C, kpucrtaninoB xojnecteprHa B BUJIE
IYK-IONOXXUTENBHBIX TpaHyi 0€3 BOCHAIUTEIbHONU PEaKLIUU.

tHosorus. [I[puunHoil BOZHUKHOBEHUS 3a00I€BAHNUS SBISIOTCA MYyTallUU:

— B TreHe, kogupyomeMm SP-B, pacrnonokeHHOM B XpOMOCOME 2;

— reHe, kogupytomieM 6enok ABCA3, pacnonokeHHOM B XxpoMocome 16;

— TreHax, kogupyronux perenrtop GM-CSF.

Tun Hacsier0BaHUsA: ayTOCOMHO-PELIECCUBHBIM.

Yacrora BCTPEYaeMOCTH: HACIEACTBEHHbIM JAePUUUT CyppaKTaHT-
Horo O6enka B 1 : 1 000 000 HOBOpOXXIEHHBIX, HACIEACTBEHHBIN Ie(PUIUT
ABCA3 — Heu3BecTHa, MyTalluu B TeHax, kogupyromux peuentop GM-CSF —
0,2 : 1 000 000 HOBOPOKIAECHHBIX.

IHarorenes. SP-B, SP-C u muuepodocdonunuas cypdhakraHTa OTBETCTBEH-
HBI 32 YMEHBIIEHHE [TOBEPXHOCTHOIO HATSDKEHUS HA TPAHULE BO3AYX-KUIKOCTb.
SP-A u SP-D cBs3aHbl ¢ UMMYHHOM 3alIUTON pecnuparopHoro Tpakra. Myranuu
reHa, kogupytouiero SP-B, npuBoasat k aegumury SP-B, uro HapymiaeT BHyTpH-
KJIETOYHBIA TPAHCHOPT U 0Opa3oBaHUE JaMENAPHBIX TEJel] B albBEOJIOIUTAX
2-ro Tumna ¢ BTopu4HbIM HakoruieHneM SP-A u SP-C BHyTpu anbBeosn. BosHukaer
pPECIIUPATOPHBIIN TUCTPECC-CUHIPOM.

benok ABCA3 nokanusyeTcs B JaMeIsIpHBIX TeJbIaX U, BEPOATHO, YUaCTBY-
€T B TPaHCIOPTE KOMIOHEHTOB cypdakranta. Mytaruu B rene ABCA3 cnoco6-
CTBYIOT 00pa30BaHUIO0 aHOMAJIbHBIX JIAMETISIPHBIX TEJIEI] U HAPYIICHUIO (PYHKIINH
aJbBEOJIOLIUTOB 2-TO THUIIA.

GM-CSF npuHuMaeT y4yacTue B yJaJ€HUU JIETOYHOTO Cyp(dakTaHTa ajibBe-
oJIIpHBIMU Makpodaramu. MyTanuu B reHax, kogupyromux penentop GM-CSF,



BO3MOYKHO HapylIlIalOT Mepeaady €ro CUrHajJoB U, TEM CaMbIM, MOTYT BIIUSATH Ha
KaTabom3M cypdakTaHTa.

MyTtanuu rena cypdakrantaoro nporenta B, rera ABCA3 BbI3bIBatoT A0MU-
HUPYIOIHWN THCTOJIOTUYECKUM MTaTTEPH — JIETOYHBINA AJIbBEOJISIPHBIN IPOTEUHO3.
Ho myrtanun rena ABCA3, kpoMe JIETOYHOTO albBEOJSPHOIO IPOTEUHO3a, MOTYT
BbI3bIBaTh U XPOHUYECKUI MTHEBMOHUT MJIAJICHLEB, JE€CKBAMATUBHYIO UHTEPCTU-
UAJIbHYIO THEBMOHUIO U HECTIEHU(PUUECKYIO UHTEPCTUIIMAIBHYIO THEBMOHHUIO.

Kannuka. Knunndyecku HacneACTBEeHHBIH neuIUT cypdakTaHTHOTO Oel-
Ka B mposBIsieTcss pecnuparopHbIM JUCTPECC-CUHAPOMOM Y JOHOIIEHHBIX HOBO-
POXKJIEHHBIX, a TAK)KE €r0 OCIOKHEHUSIMU (CepAeUHas HeI0CTaTOYHOCTh, BHYTPH-
KEJTyJOUYKOBbIE KPOBOM3JIMSHMS, HAIPSKEHHBI THEBMOTOPAKC, OPOHXOJIETOYHAS
JUCIUIa3Ms, CETICUC U CMEPTh B HEOHATAIbHOM nepuojie). CUMITOMBI peciupaTop-
HOI'0 JUCTPECC-CUHJIPOMA BKJIIOYAIOT YaCTO€ 3aTPYAHEHHOE «KPSAXTALIEE» JbIXa-
HUE, NOABIISIIONIEECS HEMEJIEHHO WM B TEUEHHE HECKOJIBKHMX YacOB MOCIIE POAOB,
C BTSDKEHUSAMH TPYIMHBI M pa3llyBaHHEM KpbUlbeB Hoca. [Ipu mporpeccupoBa-
HUU JIBIXaTE€JIbHON HEIOCTaTOYHOCTU PAa3BUBAETCS CEPACYHAS] HEAOCTATOYHOCTD.
['mnokcemusi, TUNEepKanHus, apTepralibHas TMIOTEH3Ms, KoleOaHus apTepuaib-
HOTO J1aBjieHUsl U ciiabas nepgy3usi TOJIOBHOIO MO3ra COCOOCTBYIOT Pa3BUTHUIO
BHYTPHUUYEPENHBIX OCIOKHEHUN. PEHTreHonornueckue npu3Haku ajabBEOJISIPHOTO
MPOTENHO3a XapaKTepU3yroTcs MU y3HBIMU YINIOTHEHUSIMH IO THITY «MaTOBO-
IO CTEKJIa», YTOJNIIEHHEM MEXI0IbKOBBIX IEPErOPOJOK, YTO IPUAAET JIETKUM BU
«OyBIKHOU MOCTOBOI».

J1eO10T, KIIMHUYECKUE MPOSIBICHUS U MPOTHO3 y OOJIBIIMHCTBA JAETEN C Ha-
cnenctBeHHbIM euuurom ABCA3 uieHTHYHBI TaKOBBIM IPU HACJIEICTBEHHOM
nedurure SP-B, HO omucanbl U MeHee OCTphl (POpMBI Y JeTed crapiie 2 JeT.
Bo3spact nebrora 3a6omeBanns y manueHToB ¢ MyTanusmu B reae GM-CSF 00b14-
HO MPUXOAUTCS HAa MIIAJICHYECTBO WJIM JIETCTBO, HO MOXET TAKXKE BO3HUKATH Y
B3POCIIBIX, 0COOCHHO y TaneHToB ¢ MyTanusMu B reHe CSF2RB. Knuaundeckast
KapTHHA MOXET OBbITh KaK OECCUMITOMHOM, TaK U C TSKEJION JbIXaTeJIbHON He-
JOCTaTOYHOCTHIO. 3a00J1€BaHNE OOBIUHO MPOTEKAET MOJOCTPO, C OECCUMITOMHBIM
NEPUOIOM OT HECKOJIBKUX MECALIEB O HECKOJIbKHUX JIeT. CHUMIITOMBI BKJIHOUYAIOT
OJIBIIIKY, TUITIOKCEMHUIO, Kalllelb, a TAKXe TaxunHo? (15 %) u nporpeccupyronryro
JBIXaTEeIbHYI0 HEJOCTaTOYHOCTh. Y B3POCIIBIX MALIUEHTOB B OCHOBHOM OTMEYAETCS
Hecneun(uueckoe HapylUIeHUE AbIXaHHsl, KOTOPOE MOCTENEHHO IPOrPECCUPYET U
IPOSIBIISIETCS MPOTYKTUBHBIM KallJIEM ¢ OOMJIBHON MOKPOTOM, 4acCTO C kKejeoopas-
HBIMM BKJIIOUYEHUSMU. KIIMHUYECKOE TeUeHHE MOXKET OCIIOKHSITHCS MHPEKIUIMU
JbIXaTeNbHBIX MyTel. KpuTepusiMu peHTreHOJIOTMYEeCKOW JHATHOCTUKH SIBIISIFOT-
Cs MHOYKECTBEHHBIE MEJIKOOYAroBbIE TEHHW B JIETKUX. Te€UeHHe MpOorpeccupyro-
niee, JIETAIbHBIN UCXOJl BO3MOXEH yepe3 1—2 rozma nociie nosBJICHHUS] CUMIITOMOB.

Jleuenne. Ilpu nedunure cypdakrantHoro Oenxka B u ABCA3 enun-
CTBEHHBIM 3((PEKTUBHBIM METOAOM JIEUEHUS SIBISAETCS TPAHCIUIAHTALUA JIETKUX.



[TaTHIEeTHSS BBKMBAEMOCTD Y NAIIMEHTOB C AepUunTOM cypdakTaHTHOrO Oenka B
coctapisier okoio 50 %. [lpu Gone3nu, 0OyCIOBICHHOW MyTalusIMU B TEHax,
xonupyromux penentop GM-CSF, BpeMeHHOE ynydlI€HUE NarT WHTAISLIUU C
N-anermmmucternHoM, 3P GEeKTHBEH MePUOANICCKUN JIaBaX JIETKUX. B HacTosiee
BpeMsl pa3padarbIBalOTCA M anpOOMPYIOTCS HOBBIE BAPUAHTHI MEAMKAMEHTO3-
HOM Tepanuu. K HUM MOYKHO OTHECTH NPUMEHEHUE pUTyKcumaba — mpemnapara,
COJEPIKALIEr0 CUHTETHMYECKHE MOHOKIOHaJbHble aHTUTena Kk CD20 antureny
B-numdonuTos, a Takxke nedenne pekomOuHanTHIM GM-CSF.

Jlecounwlit anveeonApHbLIl MUKPOIUMUA3 — PEIKOE HACIEICTBEHHOE 3a00-
JIeBaHUE, XapaKTEPU3YIOIIeecs: OOMIMPHBIM OTI0KEHUEM B alIbBEOJIaX KPUCTAIIIIOB
Tpudocdara u kapOoOHATa KaJbliMsi, B MOCIEACTBUE BBI3bIBAIOIIUX (HUOPO3HBIE
U3MEHEHHUS B MEKaJbBEOJIIPHBIX MEPEropojkax, 4To NPUBOAUT K Ipodiaemam ¢
JBIXaHUEM.

Jtuonorus. 3aboneBanue ooycioBieHo myTanueit B rene SLC34A2, koau-
pyrorieM kotpancmopTep pocdara varpus, Tan IIb B anpBeononuTax 2-ro TUIa,
PacmoI0KEeHHOM B XpoMocome 4.

Tun Hac/1e10BaHMA: ayTOCOMHO-PELECCUBHBIN C MTOJTHON EHETPAHTHOCTHIO.

YacroTra BCTPEYaeMOCTH: HEU3BECTHA. 3a00J€BaHUE PACIPOCTPAHEHO BO
BCceM Mupe, ocobenHo B Typuun, SInonnn m Hranuu. Ilpumepno B '/, ciydaen
MATOJIOTHsI HOCUT CEMEUHBIIN XapakTep.

IlaTtorene3. AnbBeONONUTHI 2-TO THUMNA TMPOU3BOAAT U TMepepadaThIBAIOT
cypbakrant. Perupkymsimius cypdakranta BeIcBOOOkmaeT (ocdarsl B anbBeo-
ae1. Korpancnoprep gocdara narpus, tuna [Ib momoraet BeiBonuth ocdarst u3
ansBeos. Benencteue mytanuu reHa SLC34A2 napyimaercss akTUBHOCTh Oelika
KoTpaHcnoprepa (pocdara Harpus, Tuna IIb, 4T0 TPUBOAUT K HAKOIJICHUIO TPH-
docdara u kapOoHaTa KaNbIHI B BUJE KPUCTAJUIOB CIIOMCTON CTPYKTYpPBI pa3Me-
pom 50200 mxm. Uepe3 MHOTO JIET 3TU OTJIO0KEHUSI B KOHEUHOM UTOTE BBI3HIBAIOT
oOmupHbie PruOpPO3HBIE U3MEHEHUS JIETOYHON TKAHH, YTO MPUBOIAUT K AbIXATEIb-
HOM HETOCTaTOYHOCTH.

Kuannuka. KiinHnueckas kapTuHa oTpakaeTr pa3Butue pudpo3a, Kak rpaBu-
J10, Y B3pOCIIBIX MAIIMEHTOB, HO OMKCAHbI CIIy4au U JIeTEeH ¢ CAMITOMaMU OOJIE3HU.
Ha mporsxkeHn# ATUTENbHOTO BpEMEHHU 3a00JIeBaHUE MPOTEKAET OECCUMITOMHO
U BBISBISIETCSl CIIy4ailHO MpU pPEeHTreHorpaduu JIETKUX IO APYTUM MPUYHHAM.
CocrosiHrEe 00BIYHO MEUIEHHO YXYJLIA€TCs] B TEYEHUE MHOTUX JIET. Y MallEHTOB,
IPEUMYLIECTBEHHO B3pPOCIbIX, C 3TOM MaTOJIOTMEed MOTYT Pa3BUTHCS IOCTOSTHHBIN
Kaliesb, 00JIb B TPYJH, OJBIIIKA B MIOKOE U MPHU (PU3NUECKON Harpy3kKe, NyOOKOM
BAOXe U Kanuie. CUMOTOMAaTHKa MOXKET Pa3BUTHCS paHblIe U ObITH Oosee BbIpa-
KEHHOW TpH HEOIarompusTHOM BO3ACHCTBUM BHEIIHUX (PaKTOPOB (KypeHHE,
UHBIC 32a00JIEBaHUS JIETKUX U Jp.). PEHTT€HOMIOTUYECKUMH KPUTEPUSIMU SBIISIOTCS
¢ dy3Hble CAMMETPUYHBIE MEJIKHE 00pa30BaHUsI KOCTHOM INIOTHOCTU B JIETKUX
(cummnToM «recuaHoil Oypu»), ycuiieHne pucyHka. Ha koMnproTepHON TOMOrpam-
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M€ OpPTraHOB I'PyAHON KJIETKU BBISBIISIOTCS MUKPOOUYAKKH; Y A€Te BOZMOXKHA Kap-
THHA TIO0 TUITy «MAaTOBOTO CTekJay. KampluHaTel MOTYT OBITH B JPYTHX OpraHax
(TIOYKH, >KETYHBIN My3bIpb, KJIAMIAHBI CEPALIA).

Jleuenue. B Hacrosiee BpeMs: €TUHCTBEHHBIM 3((EKTUBHBIM METOJIOM JIe-
YEeHMSI SIBJISIETCS] TPAHCIIIAHTALUS JIETKUX. ECTh OTAeNnbHbIE COOOIIEHNs O TPUMe-
HEHUU AUHATPUN-3TUHIPOHATA, MO BIMSIHUEM KOTOPOro OTiokeHue (ocdaros B
JIETKUX MIpeKpalaeTcs.

Ilepeuunaa yunuapnasa ouckunesus — HACIEICTBEHHOE 3a00J€BaHUE U3
TpyNIbl HUIHONATHI, B OCHOBE KOTOPOTO JICKHUT Ee(PEKT yIbTpacTpyKTyphl pec-
HUYEK SMUTETUS PECITHUPATOPHOTO TPAKTA U AHATIOTUYHBIX UM CTPYKTYP (KI'YyTUKH
CIEPMAaTO30U/I0B, BOPCUHBI (PaJUIONUEBBIX TPYO, ASMEHAUMBI KEIYJOYKOB U Ap.),
NPUBOAIIMMA K HAPYIICHUIO UX JABUTaTENbHON (PyHKIMU. XapaKTepu3yeTcs nopa-
KEHHEM BCEX OTJIEIIOB PECIUPATOPHOIO TPaKTa ¢ (POPMUPOBAHUEM XPOHUUYECKOTO
BOCMAJIHUTENILHOTO MpoIlecca, HapylieHneM (epTuiibHOCTH (Oecmuioaue, mpeumMy-
IIECTBEHHO MY>KCKO€, IKTOIMUYECKHE OEPEMEHHOCTH Y KEHIIIMH), B IOJIOBUHE CITY-
YaeB MOJHBIM UJIM HETIOTHBIM OOpPATHBIM PACTIONIOKEHUEM BHYTPEHHUX OPTaHOB C
pa3IMYHBIMU BapUAHTAMU FE€TEPOTAKCHUH.

Cunnpom 3uBepra—Kaprarenepa, BKIIOYAIOMUNA OOpaTHOE PACHOJIOKEHHE
BHYTPEHHHUX OPTaHOB (WM U30JIMPOBAHHYIO JEKCTPOKAPANIO), XPOHUUECKUH MPO-
IIECC B JIETKUX U XPOHUYECKHUI CHHYCHT, pacCMaTpUBaeTCs Kak Kilaccuueckas gop-
ma TTIJI.

Ituogorus. Ha noprame OMIM (https://www.omim.org/) ykazano 45 rexe-
TUYECKUX JIOKYCOB, yuacTBytomux B peanuzanuu [TIJ] (myramuu renos DNAHS,
DNHI1, DNAhI11, konupyronmx CUHTE3 TSHKEIX LeTe TMHEMHOB, MyTalluu Te-
HOB, BBI3BIBAIOIIIME HAPYLIEHUS paJUaIbHBIX CIIUI] U MUKPOTPYOOUEK).

Tun HacJie0BaHHA: Yallle ayTOCOMHO-PELECCHUBHBIN, OJHAKO OMHCAHbI U
oonee penkue X-cuenaeHHbIe (HOPMbI 32007I€BaHUS.

Yacrora Berpedaemoctu: oT 1 : 10 000 o 1 : 30 000 HOBOPOKAECHHBIX.

IlaTorene3. ['eHeTnuecku NeTEpPMUHUPOBAHHbBIE NE€PEKTHI CTPYKTYphI pec-
HUYEK BBI3BIBAIOT UX AUCPYHKIMIO. [lonHass HEMOABMXKHOCTD WIIM HEaJIeKBaTHas
AKTUBHOCTb PECHUYEK MEPLATEIBHOIO SMUTENINS PECIIUPATOPHON CUCTEMBI MPH-
BOJIUT K HAPYIICHUIO €€ OYMIIEHHUS, CEKPET 3acTamBacTCs, a 3aTeM HHPHUIUPY-
ercsi. DopMUPYIOTCS peLUIUBUPYIONINE PECTTUPATOPHBIE UH(DEKINH, a BIOCE/-
CTBUU — XPOHUYECKHM OPOHXMT, XPOHMUECKUI CHHYCHUT, HAa3aJbHbII IOJIUIIO3;
U3-32 MOCTOSIHHOTO BOCHAJIEHUS CIIyXOBOM TpyObl — HEPEIKO U XPOHUYECKUU
CPEIHUI OTUT CO CHI)KEHHEM cityxa. JleeKT JMHEMHOBBIX PyYeK PECHUTYATOTO
SIUTENNUS KALLIKH [J10/1a HApYIIAeT POTAL[MI0 BHYTPEHHUX OPTaHOB. DTO MPUBOAUT
K UX 3epkanbHOMYy pacnonoxenuto. [Ipumepno 50 % OGonbubix [/ numerot 06-
paTHOE Paco0KEHUE BHYTPEHHUX OPraHOB. B yCcIOBHAX OIHOW CEMBU BO3MOXK-
HbI pa3nuuHble BapuaHThl [111/] kak ¢ 0OpaTHBIM pacnooKEeHUEM BHYTPEHHUX Op-
raHoB, TaK U 0e3 situs viscerum inversus. /[MCKMHE3Us KIryTHUKa CIIEpMaTo30110B
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y JUI[ MY>KCKOTO IoJIa 4acTo oOyciioBiauBaer Oecruioane. @umOpuun damionue-
BBIX TPYO Y JKEHIINH TaK)Ke UMEIOT aHOMAJIbHOE CTPOCHUE, XOTS IIPHU ITOM CIIydau
KeHckoro Oecrutoaus y 0ompHBIX ¢ ITI/] equHUYHBI, OTHAKO HEPEOKO HaOIFoIa-
eTCcsl BHEMaTOYHasi OEpeMEHHOCTh. AHOMaJIbHOE (PYHKIIMOHUPOBAHHUE PECHUYEK,
PaCIOJIOKEHHBIX B JAPYTHX OpraHax M CHUCTeMaXx, BeleT K (POPMUPOBAHUIO TAKUX
KpaliHe peJIKUX MPOsBJICHUM, KAaK TUTMEHTHAsI pETUHONATHUs, OUTMAPHBIN TUPPO3
NEYeHH, BHYTPEHHSIS TUApoLedansi, MOJTUKUCTO3 MOYEK.

Kunnuka. B xnmuanueckoit kaptune [11J[ Ha nepBelil 1aH BBICTYIIAET MO-
pakeHHEe peCIUPATOPHON CUCTEMbI: THEBMOHUHU W/WJIH PEeCTIMPATOPHBIN TUCTPECC,
TpeOYyIOMIMX MHTEHCUBHOW T€pANuy B TIEPHUO/IE€ HOBOPOKACHHOCTH, PEIUAUBHUPY-
IOIIM€ BOCHAJIUTEIbHbBIE 3a00JI€BaHUsI BEPXHUX U HUKHUX JbIXaTEIbHBIX MyTeH
(OpOHXHTBI, THEBMOHHMH) C (OPMHUPOBAHUEM OPOHXOAKTA30B M MHEBMOPUOpPO3a,
nopaxxenue JIOP-opraHoB (HEpenKo ¢ MepBbIX AHEH KU3HU PUHUT, PUHOCUHYCHT,
MOJIUTIO3 HOCA, TIOBTOPHBIE OTHUTHI, MPOTPEIUEHTHOE CHUKEHHUE CIyXa BILIOTH 0
ero morepu). 3aboneBaHHe XapaKTEPU3YETCs] HAPYLIEHHUEM B PENpPOAYKTUBHOU
cepe (Oecrutoame, MPEUMYIIIECTBEHHO MYXKCKOE, SKTOIMMUECKHE OCPEeMEHHOCTH
y J)KEHILMH). B HacTosi1ee BpeMs HET «30J10TOro cranaapta» auardoctuku [T,

Juarnos I1L/] ycTanaBamuBaeTcss HA OCHOBAaHUM:

— XapaKTepHBIX JaHHBIX aHAMHE3a U KIMHUYECKON KapTUHBI,

— PpEe3yabTaTOB aHAJIM3a YAaCTOTHI U MaTTepHa OMEHUsI pECHUYEK B OuomnTare
U3 MOJIOCTU HOCA UM OPOHXA C TTOMOIIBIO CBETOBOM MUKPOCKOIUY;

— PE3yABTATOB ANEKTPOHHON MUKPOCKOIHMH OMOITATOB CIM3UCTONW 000JI0U-
K1 HOca Wik OpoHxa (0OHapyKeHHE aHOMAJIMM CTPOCHUSI PECHUYEK MeplaTelb-
HOTO DMUTEIHNS);

— crepMarorpaMMBbl JIMII MY>KCKOTO Tojila B Bo3pacTe crapiie 15 ser (Ha-
JMYKUE TOTAJbHOM WM CyOTOTalIbHOW acCTEHO300CIEPMHH), PE3YJIBTATOB JJIEK-
TPOHHOM MHUKPOCKOIIUU CHEPMATO30UI0B (AaHOMAJIUM CTPOCHHS >KTYTHUKOB),
MEINKO-TEHETUYECKOTo 00cneoBaHus (aHAIU3 POJOCIOBHOM, JAHHBIE MOJIEKY-
JSIPHO-TEHETUYECKOTO UCCIIEI0BAHMS T€HOB, CBSI3aHHbIX ¢ pa3ButueM [111JT).

Jleuenue. L{enpto Tepanuu [1L/] siBiisieTcs BOCCTaHOBIEHME WIIH MOAAEPKA-
HUE HOPMAJIbHOW (DYHKITUU JIETKHUX.

PexoMeHI0BaHO HCMONB30BAHUE PA3TMYHBIX METOMIUK, CIOCOOCTBYIOIINX
OYHUCTKE JABIXaTeIbHBIX MyTeld. OCHOBHBIM JIe4€OHO-PEAOMINTAIIMOHHBIM MEPO-
npuatueM i aeren ¢ /] sBasercs kunesurepanus. [Ipyu Ha3anbHBIX CUMIITO-
Max (3aJI0’KEHHOCTh HOCA, MOCTOSIHHOE BBIICJICHUE CITU3H) TTOKAa3aHO MTPOMbIBAHHE
HOCOBBIX XOJIOB TMIIEPTOHUYECKUM PACTBOPOM HATPUS XJIOpUAA, HA3aIbHBIN JyII.

[Ipn ob6ocTpeHnn XpOHUUYECKOTO MpoIecca B JIETKUX, CHHYCHTAa PEKOMEH-
JyeTCs arpecCHUBHOE aHTHOAKTEPHAIbHOE JICUCHHE B COOTBETCTBHH C UyBCTBH-
TEeTLHOCTHIO BBIICJICHHBIX BO30yauTened. Hambomee XxapakTepHBIMH MHKPOO-
HeiMu natoreHamu npu [IJ ssnsitores H. influenzae v S. pneumoniae, pexe
M. catarrhalis, y B3pocabix P. Aeruginosa. lIpenaparom BsIOOpa B OOIBIIMHCTBE
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CIIly4aeB SIBJISIETCSl aMOKCULIMIUIMH + KJIaBYJIaHOBasi KUCJI0TA, MOTYT ObITh UCHOJb-
30BaHbI 11e(aJI0CIOPUHBI 2—3-T0 TTOKOJEHNA. AHTHOMOTHKY Ha3HAYAIOT B MaKCH-
MaJIbHO JIOITyCTUMBIX JJIsI JAHHOT'O BO3pacTa J103aX U MCHOJb3YIOT MapeHTEpalb-
HO WJIM BHYTPb (B 3aBUCHMOCTH OT COCTOSIHHSI TALIMEHTA), TAKXKE HCIOJIb3YETCs
CTyIIEHYaThlil METOJ BBeACHM. JJINTEIBHOCTh Kypca jeueHuss — oT 1 1o 3 Hen.
ITpu BbiceBe P. aeruginosa Tepanus NPOBOAUTCS aHAJOTUYHO MPOTOKOJIAM Jieye-
Hus 001bHBIX MB.

[Tpn Hanmuuu 6poHXOCHa3Ma MOKA3aHO Ha3HAYEHUE WHTAISIIIMOHHON OpOH-
XOCTa3MOJINTUYECKON TEPAITUH.

PekomeHnayercs mpoBeAeHUE KypCOBOTO JIEYEHUS IEPOPATbHBIMU MYKOJIUTH-
YeCKHMMH Npernaparamu (Haubosee 4acTo UCIOJb3Y0TCA alleTUIILHUCTENH, aMOPOK-
coJ, kapooructent). Ecth ganubie 00 3(h(PEeKTUBHOCTH MHTANISIIMU TUIIEPTOHUYE-
CKOTO pacTBOpa HATpUs XJIOpUJA.

Xupypruueckoe jgedyeHue. Pe3eKuu JIerkux B HACTOAILIEE BPEMs IPAKTH-
yecku He npousBondrcs. Onucanbl cinydan nanueHtoB ¢ [IIJ[, kotopeiM mpo-
BOJIMJIACh TPAHCIUIAHTALMA JIETKUX, OJIHAKO OHHM KACArOTCSl B3POCIHBIX OOJBHBIX.
[TomuMn KTOMHIO PEKOMEHTYETCSI IPOBOJUTH TOJIBKO B CIIydasiX TSKEJION Ha3aib-
HON OOCTpyKIIMH, T. K. Toyunbl y nauueHtoB ¢ [II{J] ObicTpo peruanuBUpYIOT.
Tepanus TONMYECKUMH UHTPAHA3AJIbHBIMU CTEPOUAAMH MOXKET ObITh PEKOMEH10-
BaHa MalMEHTaM C COMYTCTBYIOIIUM AJUIEPTHYE€CKUM PUHUTOM.

[Tpu yacThIx 00OCTPEHUSIX XPOHUYECKOTO CHHYCHUTA PEKOMEHyeTCS pacCMO-
TPETH BOIPOC O MPOBENCHUH ONEPALMH C UEIbIO YIYUIICHUS a’paluu U JpeHaxa
napaHa3ajibHbIX CHHYCOB.

Cnonmannwlit cemeiinplii. NHE6MOmMOpPaKkc — HACIEICTBEHHOE 3a00J1eBa-
HUE, XapaKTepU3YIOIlleecs] HAaKOIJIEHUEM BO3yXa B IJIEBPAJIbHON MOJIOCTH C pa3-
BUTHEM KOJIIATICa JIETKOTO, BO3ZHHUKAIOIEE V¥ CyOBEKTOB, HE MMEIOIINX TPaBMaTH-
YECKOTO OBPEXKACHHUS JICTKUX WIIA TPYIAHOM KIIETKH, HE CTPAIAIOIINX KAaKUM-JTHO0
3a00JI€BaHUEM JIETKUX.

Ituogorus. Myranuu B rene FLCN, koaupytomueM cunTe3 6enka (Hosim-
KyJIMHA, PacIOJIOKEHHOM B XpomocoMme 17.

Tun Hacsier0BaHus: ayTOCOMHO-1OMUHAHTHBIN.

YacroTa BCTPE4aeMOCTH: HEU3BECTHA.

IlaTorene3. MexaHn3m pa3phiBa JIETKOTI'O CBSI3aH C MOBBIIICHHEM T'PaIUEHTA
JaBJICHMsI JIeTKOe/TuieBpa. Pa3pbiBy MOABEPrarOTCsl y4acTKH OyJUIE3HOTO B3yTHS,
pPacTSLKUMOCTh KOTOPBIX MEHBIIE, YeM HOPMaJIbHBIX albBEOJ.

Kannauka. OCHOBHBIMM KJIIMHUYECKUMH CUMIITOMAaMH 3a00JI€BaHUS SBIISIOT-
Csl BHE3aIHO BO3HUKAIOIIAsl 00JIb B MJICUE WJIU TPYIX CO CTOPOHBI THEBMOTOPAKCA,
JUCITHO?, [IMaHO03, Kamenb. [Ipu ocMoTpe — cMmelieHre cepieyHoi TyIoCTH, Bep-
XyLIEYHOIO TOJYKA U Tpaxeu. J[MarHo3 moATBEp:KIaeTcsl XapakKTepHbIMU PEHTTe-
HOJIOTUYECKUMM MTPU3HAKaMU. B aHaMHe3e ceMelHbIe cilydyan CHOHTAHHOT'O ITHEB-
MOTOpAKCa, IPU UCKIIOUEHNUN HACIIEACTBEHHBIX, BPOXKICHHBIX U IPUOOPETEHHBIX
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3a00JIeBaHUN, KOTOpPBIE MOTYT OCJIOXHHUTHCSI IMHEBMOTOPAKCOM. BOJIBIIMHCTBO
MAIMEHTOB — IMOAPOCTKU UM B3pOCible My>KUrHbI. He3aBucumsbie GhakTopsl pu-
CKa ITHEBMOTOPAKCA — ACTEHUYECKOE TEJIOCI0KEHNE, MOJIOIOM BO3PACT, KypEHHE,
BO3HMKHOBEHHE THEBMOTOPAKCA B ITOKOE.

Jleuenune. [Ipu nmHeBMOTOpakce 0e3 KJIallaHHOTO MEXaHHW3Ma OKCUI€HOTe-
panust (mo 30—60 MUH HECKOJIBKO pa3 B JieHb). EciiM MHEBMOTOPAKC HE yMEHb-
1I1aeTCsl, MOKa3aHa ABaKyallds BO3AyXa 4epe3 IpeHaX C IOABOAHBIM KJAlaHOM
(C moaiepKaHUEM JaBIICHHs B IJIEBPAIbHOM mosocTr nopsaka 5 cm H O). B cay-
YasiX MOBTOPHOTO ITHEBMOTOPAKCa MPY HAIMYUHU MIOBEPXHOCTHBIX OYyJIT MpUOETaroT
K IJIEBPOJE3Y — BBEJCHHUIO B MOJOCTh IUIEBPHI TAJIbKA, TETPALMKINHA U JIPYTUX
BELIECTB, CIOCOOCTBYIOIIUX CKIEPO3UPOBAHMUIO.

Ilepeuunan nezounasa unepmen3us — NPOIPECCUPYIOLIECE HACIEACTBEH-
HOe 3a00JieBaHUE, XapaKTEPU3YIOUIEECS CETEBUIHBIM IOPAKEHUEM SHIOTEIH-
aJbHBIX KJIETOK JIETOYHBIX apTEpPUOJI, OKKIKO3HEH MaJbIX JIETOYHBIX apTEpHil,
MOBBIIICHHBIM JABJICHUEM JIETOYHBIX apTEPUid, TPABOCTOPOHHEN CEPIEYHOI HEN0-
CTaTOYHOCTBIO U BBICOKMM PHUCKOM BHE3AITHOM CMEPTH, HE CBA3aHHBIEC C KAKOW-JIH-
00 BpOXJIEHHON WM IPUOOPETEHHON NATOJIOTMEN CepAlla U JETKUX.

Jdruonorus. Okono 300 myraunii B rene BMPR2, xonupytoem peunentop
tuna Il k 6e1Ky KocTHOro MopgoreHesa, paclojJ0KEHHOTO B XpOMOCOME 2, a TaK-
xe mytauuu B reie MADH9. Tlonaratot, uro 15-20 % manueHToB ¢ NEPBUYHOMN
JIETOYHOM TUMNEPTEH3UEN UMEIOT CEMENHYI0 PopMy 3a00IeBaHNUs; OTJCIbHbBIE CITY-
Yau MOTYT OBITH CJIEICTBUEM CIIOPATNIECKON TeHETUUECKON MyTalllu.

Tun Hacjieq0BaHUA: ayTOCOMHO-AOMUHAHTHBIA. OINUCaH ciaydail ayToCOM-
HO-PELECCUBHOTO HACIEA0BAaHUS 3a00JI€BAHMUS.

Yacrora Berpeuaemoctu: ot 0,7 : 1 000 000 no 4,4 : 1 000 000 nerei.

Ilatorene3. Myranuu B rese BMPR2 MemaroT HOpMaJIbHOW OTBETHOM
peaKIMM KIETOK JIETKUX Ha MOBPEXKIAIOIIME areHThl (Hampumep, UHQPEKIUH).
[ToBpexxieHne CoCy0B JIETKOTO MPOBOLUPYET SHIOTEIUATIBHYIO IUCHYHKIIHIO
C IOBBIIICHUEM ITPOAYKLIHMHM Ba30KOHCTPUKTOPHOIO IENTHIA de40TeNrHa-1 mpu
CHI)KEHMH BBIPAOOTKM MEAMATOPOB Ba3oAMJIATAlMM (MIPOCTOLMKINHA U OKCHJA
azoTa). Ba30KOHCTpUKLIMS MPUBOAUT K 3aTPYJHEHUIO KPOBOTOKA B COCYJax JIEr-
KHX, YTO B CBOIO OYEPE/b 3aIlyCKACT MaTOJIOrMYECKHI KackaJ peMOACIMPOBaHHUS
MPEUMYIIECTBEHHO TUCTAIBHBIX JIETOYHBIX apTepUil (THNEpIUIa3usi UHTUMBI, TH-
nepTpogus MIaJKUX MBIIIEYHBIX KJIETOK, (uOpo3 aaBeHTUIUH). PopMuUpyroTcs
NEPUBACKYIISIPHBIE BOCHAIUTENbHbBIE NHPUIBTPATHI, JOKAJIBHBIE TPOMOOTHYECKHE
IIOBPEXKACHUS, OKKIIIO3UsL COCYZI0B C PA3BUTHEM JIETOYHOMN TUIIEPTEH3UH.

Kumnauka. XapakTepHbIM ISl 3TOM MATOJIOTUH SIBIISIETCS. HAJTMYHE BBIPAKCH-
HOM JIETOYHOM THUIEPTEH3UH MPU OTCYTCTBUU MPU3HAKOB 3a00JEBAHUM JIETKUX U
cepaua. Kimanuecku 3a0oneBanue XxapakTepusyeTcs: ObICTPO MPOrPEeCcCUPYIONICH
JBIXaTENbHOM HENOCTATOYHOCTHIO, BBIPAXKCHHBIM I[UAHO30M, MOBTOPHBIMHM CHH-
KOMAJIbHBIMHU COCTOSIHUSIMU. IHOTa MOTYT oTMeuarbesi 00Jib B 00JacTH cepAla.
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ITpy 0OBEKTUBHOM HCCIIEAOBAHUU OIPENEISAIOTCS paHHEE MOSBICHUE CUMIITOMA
«OapabaHHBIX MAJIOUEK», HAOyXaHHE MICHHBIX BEH, MyJbCAllUs MPABOTO KETyq0d-
Ka, pacieruieHue 1 akieHT Il Tona Hajx meroyHoun aprepuen, CUCTOINYECKUN ITyM
HaJl TPEXCTBOPYATHIM KJIAAHOM, BO3MOXEH PUTM TaJIONa, YBEJIIMYEHUE NEYCHH,
OTEKH HWKHUX KOHEYHOCTEH.

[Ipu BBINOIHEHUM BJIEKTpOKapauorpapuu u 3xokapauorpapuu oOHapyx u-
BAaIOTCA MPU3HAKYU NIEPETPY3KHU U runepTpodun npasoro xenynouka. Hepeako pe-
TUCTPUPYIOTCS pa3InYHbIe OTKJIOHEHUS MPU WCCISIOBAHUU JbIXaTEIbHON (yHK-
1y Jerkux. HaOmromaeTcs cryiieHue KpoBU ¢ pe3KUM YBETUUCHHEM ToKa3aTels
reMorIo0rMHa U TeMaTOKpHUTA.

Jleuenme. IlognepkuBatomias Tepanus BKIHOYAET KOPPEKLMIO TMIOKCEMUU
(kucmoponoTepanus), alK03a, aHTUKOAryISIHTBI (PyTMHHO BapgapuH, ajJbTepHa-
TUBA aCIIUPUH), JUYPETUKU (PypoceMua, THAPOXIOPTUA3U, COUPOHONIAKTOH). [Ipu
pPE3KOM 00OCTPEHHH — MHTANIALMS OKCcUaa a3zora. [Ipu Tspkenoi eroyHoi rumnep-
TEH3UU C BBIPAKEHHON TMIIOKCEMHUEN M HU3KUM CEPACYHBIM BHIOPOCOM C TSIKEIOM
CEpIICYHOM U JIbIXaTeJIbHON HEOCTATOYHOCTBIO MOKa3aHa nporenaypa OKMO.

Crneunduueckas Tepamnus BKIOYaeT Ha3HAYEHHE JeTAM 003eHTaHa (aHTaro-
HUCT PELENTOPOB AHA0TENMHA-1) U cuigeHaduia (Bnuset Ha myTh NO-ul MO®).

HACJIEACTBEHHBIE BOJIE3HU,
CO3JAIOIIUE UBSMEHEHMUS B JIEI'KHUX

Mykoeucyudoz — oqHO U3 HanOOJee YacThIX HACJIEICTBEHHBIX 3a00JIeBa-
HUH, XapakTepusymlleecs HapylleHneM (pyHKUIHUU SK30KPUHHBIX KE€Je3 MpaKTH-
YECKH BCEX OPraHOB U CHUCTEM, OJIHAKO TSHKECTh 3a00JIEBaHUS M MPOTHO3 KU3HU
MaIueHTa, Kak MpaBuio, 0OyCIOBICHB U3MEHEHUSMU OPTaHOB JbIXaTeIbHOU CH-
CTEMBI.

Ituosorus. Oxono 600 myrauuii B rene MB, koaupytoieM 0eok TpaHc-
MEMOPAaHHOTI0 peryisTopa npoBoguMoctd MB. PacnionoxeH B cepeiuHe JJIMHHO-
IO Ijie4a XpOMOCOMBI 7.

Tun HacJie10BaHMs: ayTOCOMHO-PELIECCUBHBIN.

Yacrora Berpeyaemoctu: or 1 : 377 1o 1 : 90 000 HOBOpOKIIEHHBIX;
B PecniyOnuke benapych 1 : 6000 HOBOPOKIEHHBIX.

IMarorene3. Myranuu rena MB BenyT K HapyLIEHUIO CUHTE3a, CTPYKTYPbI U
¢yHKIMM Oenka TpaHcMeMOpaHHOTO perynasropa nposoauMmoctd MB. B pesyinb-
Tare B ANUTEINATbHBIX KJIETKaX, BHICTUIAIOIINX BBIBOJAHBIE MPOTOKU 3K30KPUH-
HBIX JKE€JI€3, XJIOPHbIE KaHAJIbI CTAHOBATCS NATOJIOTMYECKU HEMMPOHUIIAEMBIMU ISl
MOHOB XJIOpa MpU TUNepadCcopOLMK HATPUS U OAHOBPEMEHHOM MOCTYIUICHHH B
KJIETKY BoJbl. CIIEICTBUEM SIBISIIOTCS CTYILIEHUE CEKPETOB AK30KPUHHBIX XKEJe3,
3aTpyHEHUE UX 3BAaKyalluu U BTOPUUYHBIE IPOrpeccupyromme n3menenus (pudpos
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U (PYHKIIMOHAJIbHAsl HEI0CTaTOYHOCTh) 3aMHTEPECOBAHHBIX OPTaHOB, IIPEXKIE BCE-
TO JIETKUX, TOMKETYA0YHOH JKeJe3bl, MeUeHH, KulieyHnka. [loBbileHHas cexpe-
Ul TYCTOM M UpE3MEPHO BSI3KOM CIIM3M TOPMO3HT JIBHKEHUE PECHUYEK AIUTENHS
JBIXaTeIbHBIX MyTEW, YTO BEAET K MYKOIMJIMAPHOW HEJOCTATOYHOCTH, K 3aCTOI0
CeKpeTa M CO3Jal0TCs OJaronpUsTHBIE YCIOBHS JUIS pPa3BUTHS MH(PEKLHOHHOTO
npouecca. [Ipu XxpoHnueckoMm BocnajieHUM pa3BUBaeTcs (haTalbHOE MOpPAXKEHUE
JIETKUX, NMpuBojslee K rudenu 601bHOro. OCHOBHBIMHU BO30YyIUTENSIMU HMH(DEK-
WU JIETKUX y 00a6HBIX MB sBisitotest Pseudomonas aeruginosa, Staphylococcus
aureus. BcreacTBue BHEITHECEKPETOPHOM HEAOCTATOYHOCTH MOIKETyIOYHON
JKeJIe3bl TIEYEHU Y KUIICYHUKA HAPYIIAETCs PaCIICTNICHUE MTUIIN U MPEXK]IEe BCETO
KUPOBOT'O KOMIIOHEHTA C pa3BUTUEM OEIKOBO-3HEPreTUUECKON HEJOCTATOUHOCTH.
N3-3a 0OCTpYKTUBHOM a300CHEPMHUU JIMIIA MYXCKOrO I0ja, Kak IMpaBuio, Oec-
IUTO/IHBI.

Kannuka. MB xapakrepusyercsi MUPOKUM CIIEKTPOM KIMHUYECKHUX MpPO-
sprieHnid. OOycioBIeHHbIE 3a00JI€BAaHMEM HAPYIICHUS B MOPAXEHHBIX OpraHax
pa3Hoo0pa3Hbl Kak MO CTETIEHU TSDKECTH, TaK U MO CKOPOCTH MPOrPEeCCHpPOBAHUS.
Bonesnp nposBiserca nNpu pokKAEHUH, Yallle Ha MEPBOM TOAy KM3HU, UHOTJA B
3peJIoM BO3pacTe.

B neonaranpbHOM mepuone MB mposiBisieTcsl pu3HakaMu MEKOHHAJIbHOTO
uieyca 1 B psiJie Cly4aeB IIEPUTOHUTOM, CBS3aHHBIM C nepdopanneid CTeHKU KUIII-
ku. [IprunHOil HTECTUHANBHON OOCTPYKIMU MOTYT OBITh pa3Hble 3a00JeBaHMs,
HO B 80 % ciyuaeB 3To MB.

B rpynHoMm Bo3pacTe TUNIMYHBIMM MHposiBIeHUsIMU MB dBisitoTcst pecnivpa-
TOPHBIE CUMIITOMBI, W/WJIM CUMIITOMBI CO CTOPOHBI MUIIEBAPUTEILHON CHCTEMBI,
W/ 3afepKKa (pU3NYECKOoro pas3BuUTHs. PecnuparopHble CUMITOMBI B BHJE
OJIBIIIIKH, TMOKAIUIMBAHUS, TIOCTEIIEHHO YCUIUBAIOLIErOCs 10 4acTOro, Majompo-
JTYKTUBHOTO, TPUHUMAIOIIETO KOKJIIOMIETIONOOHBIN XapaKTep Kallllsl HHOTJAa OTMe-
qaroTcs ¢ poxkaeHuss. OHU MOTYT OBITh PEIUAUBUPYIOLUIUMHU WIN [OCTOSHHBIMHU.
Bponxonerounast maroaorus NpoTEKaeT B BUJE 3aTSKHBIX OOCTPYKTUBHBIX OpOH-
XUTOB, OPOHXHMOJIUTOB, MHEBMOHUM. [locnenHue, kak mpaBuilo, JBYCTOPOHHHE,
OHM MOTYT OCJIOKHATbCA JAecTpyKuuel. 3aboneBaHusl peppaKkTepHbl K Tepanui,
PEUMAUBUPYIOT, Y YACTHU IETEH — C BBICEBOM CUHETHOMHOM nmanoyku. OCHOBHBIMU
CUMIITOMaMHU KHILIIEYHOTO CHUHAPOMA SIBISIFOTCS 4acTbid, HEO()OpPMIICHHBIH, 3a-
Ma3Ko00pa3HbIi, OOUIIBHBIN, )KUPHBIN, 3IOBOHHBIN CTYl U MeTeopusM. KanoBeie
Macchl ¢ TPYJIOM CMBIBAIOTCA C MEJIEHOK U ropiika. CUMITOMBI MOSBISIOTCS He-
pENKO MpHU NEPEXO/E C TPYAHOIO Ha CMEIIAHHOE WM MCKYCCTBEHHOE BCKapMIIM-
BaHue peOeHka. PekranbHblil ponarnc oTMeyaeTcst puMepHo y 15 % manueHToB.
PenmauBupytoiiyue pecnupaTtopHble HAPYILIEHUS U PACCTPOMCTBO MUIIEBAPECHUS
3aKOHOMEPHO MPHUBOJIAT K OEITKOBO-IHEPTETUUECKON HETOCTATOYHOCTH.

B no1konpHOM, HIKOJIBHOM WJIK 3PEJIOM BO3pacTe MpU3HaKU O0JIE3HU CTAHO-
BATCA OCOOEHHO BBIpa)KEHHBIMH. B nerkux (GpopmMupyroTcsi BTOPUUHBII XpOHUYE-
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CKHUI OpOHXUT, OPOHXOAIKTa3bl, THEBMOCKJIEPO3, OysIbl. Pa3BUBaIOTCS CUMITOMBI
JIETOYHOM M CEPAEYHOM HENOCTATOYHOCTH, JIETOYHOro cepaua. Iloseisarorces ne-
dbopmanyu maabIieB B BUIe OapaOaHHBIX MMAIOUEK, HOT'TEH B BUJIC YaCOBBIX CTECKOI.
XPpOHUYECKUE CHHYCUTBI Pa3BUBAOTCS NTPAKTUYECKHU Y BCEX MALMEHTOB. Y JETEU
4acTo (pOPMHUPYIOTCS MOJIUIIBI B HOCY, PELUIUBUPYIOLLUE I10CIIE ONEPATUBHOTO Jie-
yeHus. B nedenu nporpeccupyer puOpo3 ¢ pa3BUTHEM y YacCTH MALMEHTOB LIUP-
po3a Ne4YeH!, NOPTAIbHON TMIEPTEH3UH U runepcerieHn3Ma. [lannenTsl orcraioT
B (DU3MYECKOM Pa3BUTHUHU.

Jrarno3 MB noarBepkaaeTcs Npu HAIMYUU HEOHATAIBHOM THUIIEPTPUIICH-
HOTEHEMUU W/MIU XapaKTePHBIX KIMHUYECKUX MposiBieHnii MB B coueranuu c
noka3arenbcTBaMu HapyuieHus pynkunu MBTP, Takumu kak yBennyeHUe ypOBHSI
XJIOPUJIOB B CEKPETE MOTOBBIX XKEJIE3 MMALUEHTA W/WIH JABE MaTOT€HHbIE MYTallUU
B reie MBTP, Bo3biBatoniiue MB (cornmacHo 6aze CFTR-2, http://www.cftr2.org)
(xputepuu, yTBepkaeHHble EBponeiickumu crangapramu 2014 r. (mepecMoTp
2018 ).

Jleuenue. Jleuenne MB KOMIUIEKCHOE M HampaBIICHO HA MOJJIEPKAHUE XO-
poIIEero HyTPUTUBHOIO CTaTyca (BBICOKOKAJIOpHUIiHAs AMETa ¢ OOJBIIMM CONEp-
KAHUEM JKHUPOB, 3aMECTHUTEJIbHAsl Tepanusl MaHKpeaTU4eCKUMH (epMeHTaMHu B
pH-uyBcTBUTENBHON 000JIOUKE, XKUPOPACTBOPUMBIE BHUTAMHHBI), YMEHBIIEHHE
OOCTPYKIIMH JBIXaTeNbHBIX MyTeW (MHTaJISIUU PACTBOPOB HATPUS XJIOpHUAA, AOP-
Ha3bl-alib(a, MpUEeM MYKOJUTHKOB, OPOHXOIUTUTKH M CTEPOUIHBIE TOPMOHBI TIO
MOKAa3aHUsAM, KHHE3UTEparusi), KOHTPOJIb MH(EKIIUU JbIXaTeIbHBIX MyTel (arpec-
CUBHas aHTHOAKTepuasabHas Tepanus, B TOM YUCIIE U NMPOPUIAKTHYECKas), Ieye-
HUE OCJIOKHEHUI. B HacTosdiee BpemMsi B MUPE IIMPOKOE PACIIPOCTPAHEHUE TTOITY-
yusia TapretHas repanusi MBTP-monynsitopamu (KOppeKTOpbl, IOTEHLIUATOPBI, UX
KOMOUWHAIMH), HAIIpaBJICHHAs] HA BOCCTAHOBJIEHUE MOHHOTO TpaHcnopra npu MB.
KoppekTopsl — 3T0 JeKapCTBEHHbBIE CPEJCTBA, MO3BOJSIIOIINE MyTaHTHOMY OeJI-
Ky MBTP npoiitu yepe3 cucremy BHYTPUKIETOYHOIO Ka4€CTBEHHOTO KOHTPOJIS U
3aHATh NPAaBWJIBHOE PACIOJIOKEHNE Ha allMKalIbHONW MeMOpaHe (KyKypMUH U Jp.).
JleficTBME MOTEHLIMATOPOB HAMPABJIEHO HA BOCCTAHOBJIEHHUE (aKTUBALUIO) (yHK-
I MOHHOTO KaHaja, 00pa30BaHHOrO MyTaHTHbIM OesnikoM MBTP (uBakadrtop).

Jepuyum a-I1-anmumpuncuna — HaCIEICTBEHHOE 3a00JI€BaHUE, OCHOBY
KOTOPOTO cocTaBiseT AeduuuT uHruoutopa nporeas AAT, npuBoasimuii k op-
MHUPOBAHUIO 3M(PU3EMBI U/ UM TIOPAKEHUIO TIEUEHHU.

Jdruonorus. 19 myrannii rena SERPINA1, pacrionoxxeHHOro Ha JIMHHOM
miede xpoMocomsl 14, kogupyromero AAT.

Tun HacJie10BaHUA: AyTOCOMHO-JOMUHAHTHBIM.

Yacrora Berpeyaemoctu: PiZZ ot 1 : 3000 mo 1 : 5000.

IMaTorene3. AAT — 310 Genok, Oonblas 4acTh KOTOPOTO CUHTE3UPYETCS
rernaTouuTaMi U MOHOLIMTAMM, HEKOTOpas 4yacTh — aJbBEOJSIPHBIMU Makpoda-
raMH Y 3MUTEIUATbHBIMU KIETKAMH, OTHOCUTCS K TPyIIIE HHIMOUTOPOB MIPOTEA3.
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Ero ocHoBHas QyHKIMS — MHAKTUBAIMs U30bITKA MpoTea3 (B OCHOBHOM 3Jjac-
Ta3bl), BBIACISIEMBIX KaK HEHTpoduiIaMu AJii YHUYTOKEHUS MUKPOOHBIX TEl U
METBYAUIINX UHTAIMPOBAHHBIX YACTHUII, TAK U MUKpoopranuzMamu. CoaepkuTcs
B anbda-1-ppakiuuu CHIBOPOTKHA KPOBH U €€ MPOTEKTUBHAs aKTUBHOCTH 11 MK-
moub/n1. [lpu gedunmre AAT snactaza paspyliaeT JIETOYHBIN KapKkac (3J1aCTUH B
aJbBEOJISIPHBIX CTEHKAX) U CIIOCOOCTBYET Pa3BUTHUIO NECTPYKIMUH JIETKUX, OpOH-
X03KTa30B, aM¢pu3embl. Hakornenue aedexrHoro 0eiaka AAT B re4eHH BbI3bIBAET
ee MopakeHue.

3nopossie moau B 90 % ciydaeB umeroT genotun PIMM u ypoenr AAT
20-25 mxmonb/a (150-350 mr%), B 5-9 % — ¢denorunst PIMS, PIMZ, PiM-nonb
u 35 % HopManbHOTO YpoBHs. bonesns pazBuBaercs npu ¢penorunax PiZZ, PiZS
(ypoBenb AAT 3—7 mxmoub/in). Ilpu dpenorune PiZZ anomanbubiii AAT Hakarim-
BAE€TCs B IEMATOLMTAX U BBI3BIBAET LIUPPO3 [IEUEHHU B pAHHEM BO3pacTe.

Kaunnuka. Hauano 3a6oneBanus B I€TCKOM BO3pacTe HaOM0aeTcs KpaiiHe
penKo. Y MaJeHbKHMX AETEeW KIMHUYECKUX NMPOSBICHUM HET. Penko y moxgpoct-
KOB, OCOOCHHO KypWJIBIIIMKOB, BO3HUKAIOT Kalllelb, OJABIIIKA MPU HEOOIBIION
(¢u3nueckoil Harpyske, 313016l OpoOHXHAIbHOU 00CcTpyKIMU. [lepBbIM IpOsiBIIE-
HUEM 3a00J1€BaHUs MOTYT OBbITh THEBMOHUU C OBICTPBIM pPa3BUTHEM OyJI€3HOU
3M(HU3EMBI, JIETOYHON AECTPYKLUUH, 0OETHEHNE KPOBOTOKA B y4aCTKaX JIETKHUX.
K 35-40 romam pa3BuBaeTcs OJbIIIKA, MPU3HAKH XPOHUUYECKOTO OPOHXUTA, IM-
duzema.

3aboneBaHus IEYEHU MOTYT Pa3BUTHCS B JIIOOOM BO3pacTe, BKIIIOUAsi MeXa-
HUYECKYIO )KEITYXy U LIUPPO3 B MJIaJICHYECTBE.

Jpyrumu 3a001€BaHUSIMU, BOBMOYKHO, CBS3aHHBIMU C aJIJIEIbHBIMU BapUaH-
tamMu AAT, ABIAIOTCA MAHHUKYJIUT (BOCIHAJIEHUE MOAKOXKHO-)KUPOBOM KieTdar-
KH), )KU3HEYTPOXKaIoIlee KPOBOTEUCHHUE, aHEBPU3MBI, s3BeHHbIN KomuT, AHIIA-
MOJIOKUTENBHBIA BACKYJIUT U MOPaKEHNE KITyOOUKOB MOYECK.

[lepBbIM mI1arom B 1uarHoctuke sipisiercst uamepenne AAT B mia3me KpoBw,
YTO MO3BOJISIET BBIJCIUTH OOJILHBIX C HauboJee TxKeNbIM epuiutom (ZZ, Znull,
Nul/null u GonbIIMHCTBO JUI C BapuaHTOM SZ), M-TeTepo3uror ¢ yMepeHHbIM
nedururom (MZ, MS 1 Mnull) u nanmentoB ¢ HopMaibHbIM ypoBHEM AAT (Ba-
puant MM). CrieyomumMu 3TanaMu SBISIOTCS TEHOTUITUPOBAHUE WU CEKBEHU-
pOBaHME 1IETIOTO T'eHA.

Jleuenme. ExxenenenpHoe BHyTpuBeHHOE BBeieHre AAT (KOHIEHTpaT miia3-
MBI uenoBeka — IIponacTus u Jip.). ArpeccUBHOE JIeU€HUE JIETOYHBIX MH(DEKIH,
BaKIMHALINS IPOTUB UH(EKIMH, KOHTPOJIb a3POIOIIOTAHTOB.

Cunopom Ocnepa—Panorw—Beodepa unu nacneocmeennas zcemoppazuue-
cKasa meneanzuIKmazusa — HacIeICTBEHHOE 3a00JIeBaHue, XapaKTepu3yoleecs
COCYIUCTHIMH JTUCIUIA3UsIMU C OOpa30BaHUEM TEJICAHTMIKTA3Ui Ha KOXKe, CIIHU3H-
CTBIX 000JI0YKaX PECHUPATOPHOTO U MUILEBAPUTENBHOIO TpakToB, ABM BO BHY-
TPEHHUX OpraHax.
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Ituosorus. Onvcano niath renernueckux popm HI'T, 00yciioBIEeHHBIX MY-
TalMsMHU pa3HbIX TeHOB. Bee atu mytammu (> 600) cBsizanbl ¢ TGFb-curnansabiM
nyTeM U BeIsBISIOTCA Y 90 % 6onbHbIX ¢ fuarnozom HI'T, kiumHmdecku moareepx-
JICHHBIM COTJIACHO AMarHocTHUeckuM kputepusm Curasao. Hambonee yactoie my-
tauuu B rene 311onmHa (ENG), pacnionokeHHOM Ha ITTMHHOM IUIEYE XPOMOCOMBI
9 (61 % cayuaeB HI'T 1-ro Tuna); B reHe aKTUBHUH-PELIENTOPONOJOOHON KHHA-
3bl 1-ro Tuna (ACVRLI1), pacrionoxxenHoM B xpomocome 12 (37 % ciayuae HI'T
2-ro tuna), B reie SMAD4 (koaupyeT 0enoK, y4acTBYIOIINI B CUTHATLHOM Iy TH,
B KOTOPOM 3aJIeiCTBOBAaH TpaHChopMupyoomuii B-haktop pocra), pacrioioKeH-
HOM B Xpomocome 18 (2 % cmygaes HI'T).

Tun Hacex0BaHMA: ayTOCOMHO-TOMUHAHTHBIN.

Yacrora Berpeyaemoctu: ot 1 : 5000 go 1 : 10 000.

ITaTorene3. B narorenese 3aboneBaHus BEAYILYIO POJib UTPatOT Mopdoo-
THYeCcKue U (PyHKIMOHAJIbHBIE U3MEHEHUSI COCYAOB. B HX CTEHKax pa3BUBAaeTCS
JIETeHEePALMsl U TUIOIUIa3Ksl MBIILIEYHOTO U AJIACTHYECKOTO CJIOEB, OYAaroBOE UX
VCTOHYEHHE, a 3aT€M paclIMpeHue NpocBeTa MUKpococynoB. Ha panneit craguun
IIATOJIOTUYECKOI0 Mpolecca pa3BUBACTCs JIOKaJIbHAs JWJIATALUs TOCTKAIWILIAP-
HOM BEHYJBI. 3aTe€M 3TO PACTSKEHHUE PACIPOCTPAHSIETCS HA apTEPHUOIY, YTO B
UTOre MPUBOAUT K (POPMHUPOBAHHUIO IPSIMOTO UX COEAMHEHMsI 0e3 0Opa3oBaHUs
IIPOMEXKYTOYHOM KaWJUIIPHOM CEeTH. B pesynbrare CHMKaeTcs JaBIICHUE KPOBU
U CKOPOCTb €€ TOKa B apTepHoiax. JIerounsle apTepruoOBEHO3HbIE aHEBPU3MBI 00-
YCIIOBJIHMBAIOT Pa3BUTHE TUIIOKCUH, JBIXaTEIbHOW HEAOCTATOYHOCTH C (POpMHPO-
BaHUEM «0OapabaHHBIX MAJIOYEK» U «YACOBBIX CTEKOI». BeneacTBue upe3BblyaitHO
JIETKOW PAaHUMOCTH COCYIHUCTON CTEHKH B MECTE €€ PaCIIUPEHUs], a TAKKE ITOBbI-
meHust GUOPUHOIUTUYECKON aKTUBHOCTH KPOBU IMALIMEHTHI CKJIIOHHBI K KPOBOTE-
YEHUSIM U JKeJIe30/1e(PUIIMTHON aHEMUH.

Kannuka. Haubonee pannuMm u yacteiM nposisneHuemM HI'T sBusroTcst HO-
COBBIEC KPOBOTEUEHHUA. Y TpeTU OONBHBIX OHM MOSBISAIOTCS B Bo3pacte a0 10 ser.
WX gacToTa M TSKECTh YBEIMYUBAIOTCS C BO3PACTOM M PELMAMBUPYIOT, B Cpel-
HeM 18 pa3 B Mecsll, BbI3bIBas pa3BUTHE keine3oaeduunutHoil anemun. Ha xoxe
JMIA, pyK U CIM3UCTBIX 000JI0YEK pa3BUBAIOTCS TeleaHTnaKkrasuu. Kak npasuio,
OHH UMEIOT SIPKO-KPACHBIN LBET, pa3mepoM 3—10 MM, HE MyJIbCUPYIOT, OJICTHEIOT
npu HagaBiauBaHUU. CO BPEMEHEM HX KOJWYECTBO yBEIMYUBAETCA. B OCHOBHOM
TEJICAHTUIKTA3UU BBIABILIIOTCS MO3XKE, YEM IOSBIISIOTCS HOCOBBIE KDOBOTEUEHMS.
ABM B nerkux oObIYHO MMEIOT MHOXECTBEHHBIM XapakTep M MOpa)aroT Mpeu-
MYILIECTBEHHO HUXXHUE JOJM JIETKUX, OecCUMNTOMHBI. Pa3BuTue mpaBo-i1eBOro
IIYHTHPOBAaHUSI KPOBH MPOSIBISETCA TUIIOKCUEH, OIBIIIKOA M, B KOHEYHOM HTO-
re, JeroyHou rumnepren3ueil. OCHOBHBIM CUMIITOMOM JierouHblx ABM siBnseTcs
OJIBIIIIKA TIpU (pu3nUYecKoit Harpy3ke. ABM MoryT pa3psiBaThCs U BBI3BIBaTh KPO-
BOXapKaHbe, JIErOuHble KpoBoTeueHusl. Hanbonee onacHbIM OCI0KHEHUEM MIPABO-
JIEBOTO LIYHTUPOBAHUSA KPOBU CUMUTAIOT HEBPOJIOTMYECKUE HAPYIICHUS, Pa3BU-
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BaIOLLMECS BCIEACTBUE NapagokcaibHo 3MOonuu. Jlerounsie ABM B 80-90 %
SIBJISIIOTCS TIposiBiieHUeM Oosie3Hu Panmro—Ocnepa—Bebepa.

Haubonee gyacto nepedpanbHble COCyAUCTbIE MaIb(OpMAIIUU PACTIONATAOT-
Csl B TOJIOBHOM MO3T€, pexe — B CHUHHOM. OHU MOTYT KPOBOTOUUTD U OBITH MIPH-
YUHOU BHYTPUUYEPETIHBIX KPOBOUIIUSIHUI U/ Ui cypopor. CpenHuii Bo3pact 00i1b-
HBIX C BHyTpUuepenHbiMu KpoBouznusHusiMu ripu HI'T cocraBnsier 25 ner, pexe
OHO MOXET Pa3BUTHCS B HEOHATaJIbHOM nepuoae. CUMITOMAaTUYECKUE CIIMHAIb-
Hble ABM BCTpedaroTcst peIko, OJTHAKO MOT'YT CTaTh IPUYNHOMN CEPbE3HBIX MTOTEPD
YyBCTBUTEJIBHOCTH U NTApaJINYa B 3aBUCUMOCTH OT YPOBHS U CTEIICHH MTOPAKCHHUS.

[leuenounsie ABM wnaGmiomatotcss 'y 40-75 % mnamuentoB ¢ HI'T
Knunuueckue nposiBiieHus 3aBUCAT OT MPeoOsaatouiero TUa BHYTPUIIEYEHO-
HOTO IIYHTUPOBAHMSA: CEpJEYHasi HEIOCTATOYHOCTh C BBICOKMM CEPIACYHBIM BBI-
OpoCOM, MILIEMHUYECKAsl XOJIAHTMONATUs M ME3EHTEpUalibHAsl MILIEMHs CBA3aHbI
C LIYHTUPOBAaHUEM KPOBU MEKJIY IECYEHOYHOW apTEepUey U NMEUYCHOYHOM BEHOWU,
NOPTAJIbHAS] TUIIEPTEH3US IPU LIYHTUPOBAHUU KPOBH MEK]y BOPOTHOM BEHON U
MIEYCHOYHOM apTepue, Me4eHoYHas SHIiePanonaTs Npyu UIYHTUPOBAHUH KPOBU
MEXXJy BOPOTHOW BEHOW M IEYEHOYHOU BeHOW. CepreyHas HELOCTaTOYHOCTh C
BBICOKMM CEpJI€YHBbIM BBIOPOCOM SIBJIsIETCS HauOoJiee YacThIM IPOSBICHUEM Iie-
yeHOYHbIX ABM.

B nacrosimee Bpems mist iuarsoctuku HI'T ocTaroTes akTyabHbIMU KpUTe-
puu Curasao (1999 r):

— PEUHIMBHUPYIOIINE CIIOHTAHHBIE HOCOBBIE KPOBOTEUECHNS,

— MHO)KECTBEHHBIE TEJICAHTMIKTA3UU HA KOXKE U CIM3UCTHIX 000JIOUKAX;

— apTepUOBEHO3HBIE AaHEBPU3MBbI BHYTPEHHUX OPraHOB (JIETKUX, FOJIOBHOTO
U CIIMHHOTO MO3ra, rneuenu, JKKT);

— HAJIMYHE POACTBEHHMKA MEPBOU JIMHUU POACTBA, COOTBETCTBYIOILETO IEp-
BBIM TPEM KPUTEPUSIM.

JInarsos cuuTaeTcs NOATBEPKICHHBIM, €CJIM Yy NAalMEHTa UMEIOTCS TPHU WIH
4EeThIpEe KPUTEPUS, BO3MOKHBIM — IMPU HAJUYUHU JByX KPUTEPUEB, COMHUTEIb-
HBbIM — MEHEE JIByX KPUTEPUEB.

Jlerounslie u nepedpaipbubie ABM wamie BcTpeuatorcs y nanuentos ¢ HI'T
I-ro Tuma, B TO Bpems kak neueHouHble ABM, nerounast runepTeHs3us, CBsI3aHHas
¢ ABM neueHu, u JieroyHas aprepuajibHasi TUIIEPTEH3H Yallle BCTPEYaroTes y na-
nreHToB ¢ HI'T 2-ro Tumna kak y B3pOCibIX, TaK U y AETEH.

Jledenme. [Ipy oCTpBIX HOCOBBIX KPOBOTEUEHHSAX UCITOJIB3YETCS TAMIIOHUPO-
BaHHE IIOJIOCTH HOCA, JJII MUHUMHU3ALUN BO3MOXKHOTO IOBPEXKICHUS CIM3UCTON
UCTIONB3YIOTCS (PU3MOIOTUYECKHUIM PAcTBOP WJIM MHEBMATUYECKOE TaMIIOHUPOBA-
HUe. XUPYPrUUeCKOE JEUCHHE BKIIOYAET Ja3€pHbIC, XUMUYECKUE U DJIEKTpUYE-
CKHE METOJbl 3HJIOHA3aJIbHON KOATyJSLHH, IEPMOIUIACTHKY NEPErOpOAKHA HOCA
(mepecajka KOXXM WM OyKKaJIbHOM CIM3UCTON), SMOOIN3aLMI0 HOCOBON apTepuu
Y 3aKpBITHE HOCOBOM IOJIOCTH.

19



B HacTosee BpeMs 114 eueHus jerounbix ABM metonom BeiOopa siBaseT-
sl HMOOIHM3aIMs MMTAIOIIUX MATb(POPMAITUIO COCYIOB C MOMOIIBIO CIEIIHATBHBIX
criupaniel u OTAesIeMbIX HaayBHBIX OayuioHoB. [lokazanuem k aMOONIHM3aIUU SIB-
nsietcst Hannuue ABM paszmepom 6oree 3 MM 1axke Ipu OTCYTCTBUU CUMIITOMOB.

B 3aBucumMoctu oT nokanuzauuu U pazmMepoB ABM ronoBHoOro mosra mis
JIEYEHUs1 MOTYT MPUMEHATHCS 3MOonu3anus ABM, MUKpoxupyprudeckue Mero-
JUKH, UCTIOJIb30BAaHUE CTEPEOTAKCUUECKOTO PaIMOAKTUBHOTO OOTyU€HHs, a TAaKXKe
UX pa3TUYHbIC KOMOMHAIMH.

JIns manueHToB ¢ aHeMUEW MOKa3aH MPUEM MpenaparoB xenesza. s ocra-
HOBKM KpoBoTeueHHs u3 KKT ucnosb3yroT 3HI0CKOMUYECKYIO Ja3epHYI0 Koary-
asun0. IOPEeKTUBHON Tepanuu MOPAKEHUM MEYEHU HET.

Ilepeuunvie ummynooegpuyumer oxpaTbiBalOT rpymmy u3 Oonee yem 400
HaCJIeJICTBEHHBIX 3a0oyieBaHui (1o coctossHuio Ha 2021 r. BeisiBIeHO > 450 re-
HETHUYECKUX Je(PEKTOB UMMYHHUTETA), YaCTO OOYCIIOBIIEHbI BapHaHTAMH HYKJIEO-
TUHOU TIOCIIE0BATEIHLHOCTH OJJHOTO T€HA, KOTOPBIE MPUBOAAT K CIICU(PUIECKUM
HApyLICHUSIM HOPMAJbHOTO Pa3BUTUS M (YHKIUU UMMyHUTeTa. Knununyeckue
NpOsIBJIEHUS] BapuaOeiabHbl U BKJIIOUAIOT TSKENIbIE WM HEOObIYHbIE MH(DEKIUH,
ayTOMMMYHHBIE 3200JI€BaHUS U 3JI0KAUE€CTBEHHbIE HOBOOOpa3oBaHUs. JTU 3a00-
JIEBaHUS T€HETUYECKU JETEPMUHUPOBAHBI, OHU MOTYT IPOSIBIATHCA OTAEIbHBIMU
CHHIpPOMaMH WIH OBITh UX cOCTaBHOW 4dacThio. [IM]] 0OBIYHO TIPOSBISIOTCS B
MJIaJICHYECTBE UM B JIETCKOM BO3PACTE MATOJOTUYECKU YACTHIMU HIIM HEOOBITHO
IpOTEKAIIUMU HMHPEKIMOHHBIMU Tporieccamu. [IposiBienne ummyHonepuim-
TOB y 70 % manueHToB NPOUCXOAUT B Bo3pacTe 10 20 JET; MOCKOIbKY MHOIHE
CUHJPOMBI SIBJISIOTCS aCCOLIMMPOBAHHBIMU C X-XPOMOCOMOM, okosio 60 % Takux
OO0JBbHBIX — MYX4HHbI. O0I11ast YacTOTa CUMIITOMAaTUYECKUX 3a00JIEBAHUNA — OKO-
7o 1 cnyuas Ha 280 uenoBek. Knaccudukarus I11]] npoBonuTcs 1o 0CHOBHOMY
Ne(UIUTHOMY, OTCYTCTBYIOIIEMY WM J€(PEKTHOMY KOMIIOHEHTY UMMYHHOU CH-
CTeMBbI (TyMOpaJbHbIi HIMMYHHUTET, KIETOYHBIA UMMYHUTET, COYETAHUE TYMOPaJIb-
HOTO Y KJIETOYHOTO MMMYHHUTETA, (DaroluTUPYOIIKE KIETKH, OEIKH CUCTEMBI KOM-
rmeMenTa. Jleuenue u nporuo3 npu [IM]] 3aBUCAT OT KOHKPETHBIX HapYLICHUMU.
Cungpomsl [T/ sSBASIOTCS TEHETUYECKH NPEAONIPEAEIEHHBIMU UMMYHOIEPULIH-
TaMH C UIMMYHHBIMH U HEMMMYHHBIMU NpOSIBICHUSAMH. HenMMyHHbIE MpoOsiBIie-
HUS 4aCTo JIeTYe pacno3Harb, 4eM caM UMMYHOAEPUIUT. CyIIeCTBYEeT MHOXKECTBO
TUIIOB T€HETUYECKOIO TECTUPOBAHUSA, BKIIIO4Yasi TECTUPOBaHKE | reHa, maHeIpHOe
TECTUPOBAHHUE, CEKBEHUPOBAHNUE YK30MAa U MUKPOMATPUYHBIM aHAJIN3 T€HOMHOIO
nucOanaHca.

Amaxkcuna-meneanzuikma3zus (cunopom Jlyu-bapp) — 310 HaCIIEICTBEHHOE
MYJIBTUCUCTEMHOE 3a00JIeBaHNE, XapaKTepU3yIolleecs HEBPOJIOTHIECKUMHU Hapy-
[MICHUSIMH, BapruabeIbHBIM WUMMYHOJC(HUIIMTOM, TEICaHTUIKTA3UAMH, TOBBIIICH-
HBIM YPOBHEM 0-(PETONPOTENHA B CBIBOPOTKE U XPOMOCOMHON HECTAOMIIBHOCTBIO.

Ituosorus. Myranuu B rene ATM, pacnioioxkeHHOM B xpoMocome 11.
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Tun Hacier0BaHusA: ayTOCOMHO-PELIECCUBHBIM.

Yacrora BcTtpeyaemoctu: ot 1 : 40 000 HOBopokAeHHBIX. BeTpeuaeTcs BoO
BCEM MHPE, Yallle — B MONYJSALUUIX C MOBBILIEHHBIM YPOBHEM KPOBHOI'O POJCTBA.

IHarorenes. IIponykr rena ATM — ATM-knHa3a KOHTPOJIUPYET KIECTOYHBIH
LUKJI, BHyTPUKJIETOUYHBIM CUTHAJIMHI, T€HHYIO perynauuio u penapanuio JJHK.
Bcenencteue nedexra penapauun JIHK, koTOpbIif 4acTO BBI3BIBAET I'YMOpPaIbHBIM
U KJIETOYHBIM MMMYHOAE(QULUT, IPUBOJUT K MPOTpPEeCCUpPYIOUIEH LiepeOpaibHON
aTaKCHH, TIA30KOKHOW TEJICAHTMIKTA3UH U PEIUAUBUPYIONINM HHPEKIUIM pe-
CIIUPATOPHOTO TPAKTA.

Kuunnuka. Ha 2-m rony ku3HU y J1€Te€l MOSBISETCS HEYCTOMYMBAs MOXOA-
Ka B pe3yibTare HapyLIeHU B MO3roBbIX LeHTpaX. [lo3ke y HUX BO3HUKAIOT
CIIOHTAHHbIE JABM)XCHUSI BEPXHUX M HWKHUX KOHEYHOCTEH, KOCOIVIa3Ue, MBbIIIEY-
Has ciaboCTh M 3aTpyaHeHue peur. B Bo3pacre 2—8 yieT NmosIBIAIOTCS TeJ€aHI -
JKTa3WM CHayajla Ha CKJIEPE IVIa3, 3aTEM KOXKE€ YIIEW, €W U KOHEYHOCTEU. [leTn
4acTo OO0JICI0OT OOBIYHBIMU PECTMPATOPHBIMU MHGPEKIUSIMH ¢ (HOPMUPOBAHUEM
OpoHX03KTa30B M MHEBMO(UOpo3a B Jerkux. ONMmopTyHUCTHYECKUE MH(PEKIUN
HE XapakTepHbl. PecriuparopHble opakeHUs MOTYT ObITh CBA3aHbl TAK)KE C HEPB-
HO-MBIIIEYHBIM Je(UUUTOM (HapyllIeHHWE INOTAaHUS M XPOHUYECKas aclupars,
Hea(pdekTUBHBIN Kamenb). [Ipn auarHocTuke u3MepsieTcss ypoBeHb UMMYHOIIIO-
oynmuna (Ig) A u ceiBOpoTOYHOTO O-1-heTonmpoTenHa, OnpeaesitoTcs AeheKThI
T-numonuToB. I'eneTnueckoe TecTupoBaHNE HEOOXOAUMO TSl TTOATBEPKICHUS
JIMarHo3a.

Jleuenne. Crnenuduyeckue MeTOAbl JICU€HUs HE pa3paboTaHbl. 3aMecTu-
TeJbHAsl Tepanusi IMMYHOIIIOOYIUHOM. AHTHOAKTepuaabHas Tepanusl NpoBOIUT-
csl Ipo(UIAKTUYECKH JUIsl KyTUPOBaHUS MHPEeKUui. JledeHrne HeBpOIOrnuecKuX
PAaCCTPOKUCTB.

Tacxcenasa KOMOUHUPOBAHHAA UMMYHHAA HEOOCMAMOYHOCHMb — DTO TETe-
poreHHas rpynmna 3a0oJieBaHuM, XapaKTEPU3YIOIIUXCS OTCYTCTBUEM JTHMOO PE3KUM
cHmxkenueM T-mum@ouuToB ¢ (Miam 6e3) BoBieueHus B-mumdouutos, paHHUM
pa3ButHeM Jierounbix u3MeHeHui. bes TI'CK, 3amecTturenbHOM Tepanuu maroyio-
I'Misl HE COBMECTUMA C JKU3HBIO.

T- B'TKHH, X-cueniennas — 3TO TSDKEI0E I'eHETHYCCKOe 3a00JICBaHME,
BCTPEYAOLIEECS TOJIBKO Y MAaJBYMKOB, XapaKTEpU3YETCAd OTCYTCTBHEM LUPKY-
mupytoux T-1MM@pOIUTOB, HOPMAaJbHBIM WJIM TOBBIIIEHHBIM KOJIWYECTBOM
B-num@onuTos.

JtHosorusa. MyTanuu B TeHe Y-1IeNu pelenTopoB st HuTokuHoB (IL-2, 4,
7,9, 15, 21), pacrionoxeHHOM B XpoMocoMe X.

Tun Hacjie10BaHMs: CUCIUICHHBIN C X-XPOMOCOMOM.

Yacrora Berpeyaemoctu: ot 1 : 20 000 1o 1 : 50 000 HOBOPOKIAECHHBIX.

IlaTorene3. B pe3ynprare MmyTanuu reHa ramMmma-Leny pelenTopoB i Lu-
tokuHoB (IL-2, 4, 7, 9, 15, 21) Hapyiiaercst S3KCIIpeccus perienTopoB LIUMTOKMHOB.
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OTO NPUBOAMT K HAPYLIEHUIO MEpelayd CUTHaja K KJIETKaM M pa3BUTHUIO OJlOKa
muddeperpoBku T-TuM(GOIIMTOB U €CTECTBEHHBIX KIIIEpoB. Beneactaue 3to-
ro y nanueHToB T-1um¢onuTsl MO0 MOTHOCTHIO OTCYTCTBYIOT, HJIM UX KOJIUYe-
CTBO pe3Ko cHmkeHo. KonnuectBo B-mumporuTos, kak mpaBuiio HOpMaJIbHOE, HO
MOJKET OBbITh MOBBIIIEHHBIM, HO U3-3a OTCYTCTBUSA T-TMMQOLUTOB OHU HE MOTYT
HOpMaJIbHO (PYHKUIHMOHUPOBATh. YPOBEHb HMMMYHOINIOOYJMHOB PE3KO CHUIKEH.
@DyHKIMS €CTECTBEHHBIX KJIETOK-KWIJIEPOB OOBIYHO yXYAIIAETCS.

Kannuka. C nepBpIX JHEH WM MECSIEB KU3HU WHOEKIUU JAbIXaTeIbHBIX
MyTel, MUIIEBAPUTEIHLHOTO TPAKTa, KOXKH C MJIOXUM OTBETOM Ha aHTHOAKTepUaib-
HYIO Tepanuio, NpuoOpeTaronIiue PerUAUNBUPYIONINI, a 3aTeM XPOHHUYECKUN Xa-
pakTep. I'unomnnasus BUI0OYKOBOH Xkele3bl, nepudepuieckue 1uMpouaHble CTpYyK-
Typbl Henopa3BUThl. BenenctBue arpoduu BOPCHMHOK KHILIEYHHKA Pa3BUBAETCS
ManbabcopOLus, 1uapesi, He NOJAAI0IIAsICs JIEUYEHUIO, OTCTaBaHUE B (PU3NYECKOM
pa3BUTHH. XapaKTepeH YMOPHBIA KaHINU03. JK3eMa, TuMpaaeHonaTus, renaroc-
IUICHOMET AN, KaK MPaBuiio, aCCOIMUPOBAHBI C PEAKIINEH «TPAHCIUIAHTAHT MPO-
TUB XO35IMHA)», BEI3BAHHON MaTepUHCKUMH T-TuMpOIMTaMu, TPOHUKITUMU Yepe3
IUTALIEHTY, TM00 B pe3yibraTe NnepenuBaHus HeoOIyuyeHHOM KpoBu. /luaruos cra-
BUTCS Ha OCHOBaHUM KJIMHUYECKUX MPOSIBICHUN, aHaMHe3a (OIM3KOPOJCTBEHHBIN
Opak, cMepTh cubca B paHHEM Bo3pacTte oT uHpekuuii, Hannuue [11]] y poncTen-
HUKOB), JICHKONIEHNHU U TUM(POIIMTONIEHUH B 00IIIEM aHATN3€ KPOBHU, BEIPAKEHHOM
TUIOTaMMarioOyIMHEMUN B CHIBOPOTKE KPOBH, OTCYTCTBUHU LHUPKYIUPYIOLIUX
T-mumdonmTOB, HOPMATEHOTO HWJIA MOBBIIMIEHHOTO KoinuecTBa B-mumdoruTos,
MOJIEKYJIIPHO-TEHETUYECKOTO 00CIIEIOBAHMUS.

Jleuenne. TI'CK. [IpoTuBoBUpycHas, aHTHOAKTepUabHAsl U MPOTUBOTPUO-
KOBasi MPO(PUIIAKTHKA U JICUEHHUE.

T B'TKHH c aymocomHo-peueccusHbiM HAC1€006AHUEM — DTO TDKEIOEC
TreHeTH4YeCcKoe 3a00JIeBaHNe, BCTPEUAIONICECS KaK Y MaJBIMKOB, TAK U Y JIEBOYEK,
XapaKTepU3yeTCsl OTCYTCTBUEM LUPKYIUPYIOMHNX T-TuM(OIUTOB, HOpMaIbHBIM
WJIH TTOBBIIIEHHBIM KOJIMYECTBOM B-1um@onuros.

Jtuogorus. Mytanuu B rere Jak3 (Janus activating kinase 3), rene IL7Ra
(o-Lenu peuentopa K UHTEPIIEUKUHY 7), APYTUX T€HOB.

Tun Hac/1e10BaHUs: ayTOCOMHO-PELIECCUBHBIN.

Yacrora Berpeyaemoctu: oT 1 : 15000 1o 1 : 35 000 HOBOPOKIAECHHBIX.

IlaTtorene3. BcienctBue reHeTudeckux Ae(EeKTOB HapylLIaeTcs repenada
CUTHAJIOB K KJIETKaM U pa3BuBaercs 010k AudppepeHunpoBku T-mumdonuToB. 310
IPUBOIUT K TOMY, UTO y NAMEHTOB T-muM(pOIuUThI INOO NOJHOCTHIO OTCYTCTBY-
0T, THOO MX KOJIMYECTBO pe3ko cHmxkeHo. Coaepxanue B-mumponuToB cooTseT-
CTBYET HOPME HJIU MIPEBBIIIAET €€.

Kannuka. BeipakeHHbie WHOEKIIMOHHBIC TOPAXEHUS IbIXaTeIbHON cUCTe-
MBI, JKEIYJ04YHO-KUIIEYHOTO TPAaKTa, CIU3UCTBIX, KOXKH, MOCTBAKIIMHAIBHbIE OC-
JOXKHEHUS. XapaKTepHbl MOCTOSHHASI MOJIOYHMIIA, KAHIUJ03 KOXKHU U CIU3UCTHIX
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o0oJi0ueK, Auapesi, TAKeNble BUpYCHbIE HH(peKIuu (repnec, aJleHOBUPYCh, LIUTO-
MeranoBupyc). Jluarnocruka, kak u X-cuemiennon T- B'TKHH.

Jleuenue. EnuncteennbiM Metoaom Jiedenus siisiercss TT'CK. o TI'CK u
MOCJIe HEE MPOBOUTCS 3aMECTUTENIbHAS Tepanusl MpenaparaMu KMMYHOTIIOO0YTH-
Ha 4eJoBeKa JUIsl BHYTPUBEHHOTO WJIM MOJKOYXKHOTO BBEJEHUS /10 BOCCTAHOBIIE-
Husl B-nmumdouuToB noHOpa. DTHOTpONHAS Tepanus BUPYCHOM, OakTepuaibHOU
u rpuOKoBoi mHpekuuu. C 1enpo NpopuiIakTUKKA 3a00JIEBaHUN, BBI3BAHHBIX
Pneumocystis jiroveci pexomenayetrcsa Ko-Tpumoxcason.

T B- TKHH-AJIA nedocmamo4yHocms — 3TO TSKEIO€ TE€HETUYECKOE KOM-
OMHMpPOBaHHOE MMMYyHOJE(UIIUTHOE 3a00JEeBaHUE, XapaKTEpU3YIOIIeecs HEI0-
cTaToyHOCThIO pepmenTa AJIA.

Jdruonorus. Myranuu B reHe ADA, pacrionoxeHHoM B Xxpomocome 20.

Tun Hacser0BaHUs: ayTOCOMHO-PELIECCUBHBIM.

Yacrora Berpeyaemoctu: ot 1 : 375 000 o 1 : 600 000 HOBOPOXKACHHBIX.

IMarorenes. [lepunut AJIA B sputpormurax u 1uMQpouuTax BeAeT K HaKoILIe-
HUIO B HUX JIe30KcuHykieosuarpudocdara. Ito nogasnser cunte3 JJHK, BbI3bI-
BAET MPEKIEBPEMEHHBIN allONTO3 JIUM(OLUUTOB ¥ IPUBOAUT K JIUMQPOLIUTONIECHUH,
OTCYTCTBUIO OCHOBHBIX (PaKTOPOB KJIETOYHOTO M I'yMOPaJbHOTO UMMYHHTETA M,
KaK CJIEJCTBUE, K PELUAUBUPYIOIINM HHPEKIUAM. TspKecTh HapyIIEHUH 3aBUCUT
ot nedekra B reHe ADA. Eciii MyTaruu moJTHOCThIO «BBIKITIOYAIOT» padboTy dep-
MeHTa, To T-, B-mumponuTh! 1 ecTeCTBEHHBIE KHIIJIEPhI OTCYTCTBYIOT MOJIHOCTHIO
C MJIQJICHYECTBA, €CIIU MYyTAIlMH T€HA COXPAHIIOT YaCTUYHO aKTUBHOCTH (hepMeH-
ta, To TKH MoxeT MmanugectupoBarb B 00j1€€ MO3IHEM BO3PACTE U XApAKTEPH-
3yeTcs 0oJiee JETKMMHU HapyIIEHUSIMHU.

Kaunuka. [TonHoe orcyrcrBue aktuBHOCTH AJIA miposiBisieTcs cpa3y Mmociie
POXICHHS peOCHKA TSHKEIBIMU PECITUPATOPHBIMHU MH(DEKIUSAMU U YIIOPHOU AUape-
eil. XapakTepHO HaIu4Yue XOHAPOOCTCOUCIUIA31U, HapyleHui co ctoponsl [THC,
JIETKHUX, MEYCHH, TIOYEK, TPU3HAKOB MHBOMIOLNU TUMYyca. VIMeroTcst 0coOOeHHOCTH
NOBEJICHUS, TaKU€ KakK Je(QUIUT BHUMAHMS, TMIEPAKTUBHOCTb, arpeCCUBHOCTbD.
Yactuunsiii nepumut AJA manudectupyet y nereu crapiie 1 roga, HO MOXET
U y ManueHToB B Bo3pacTe 15-39 ner. YacTuuHOE OTCYTCTBUE aKTUBHOCTH Gep-
MEHTA BBI3bIBAET UMMYHOJIOTHYECKYIO JUCPETYISLUIO B BUI€ ayTOUMMYHHOM Ma-
TOJIOTUU: caxapHblii Auadet | Tuna, runonapaTUpeouuT, ayTOMMMYyHHAasi TPOMOO-
LUTOIEHNUS, ayTOMMMYHHAsl TEMOJIMNTUYECKAs aHeMUs. Bo3MoxkHa anneprudeckas
MaHu(ecranus (Bbicokuil yposenb IgE). Jlnarnos noaTBepkaaeT CHUXKEHUE JTM00
IIOJIHOE OTCYTCTBUE aKTUBHOCTU AJIA B spuTpouuTax v JUMQOLUTAX, MOJIEKY-
JSIPHO-T€HETUYECKOE UCCIIEIOBAHME.

Jleuenue. TI'CK. Hecnenuduueckas 3aMectutenbHasi TEpAnus MPOBOJUTCS
npernapaTaMiu IMMYHOITIOOYJIMHA YeJIOBeKa /ISl BHYTPUBEHHOTO WITH TTOJIKOKHOTO
BBeJeHus. Cnenuduyeckas 3aMeCTUTEIbHAS TEPaIus 3aKJII0YAeTCs B PETYJIIPHOM
BBEJICHUU TOJINATUIICH-IJIMKOIN3UPOBAaHHON AJIA, 4TO PUBOANUT K KIMHUYECKO-
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My yiy4diieHuto 1 70-80 % BppKMBacMOCTH auueHToB. [IpoTuBoBUpyCHas, aHTH-
OaxTepuangbHas U MPOTUBOTPUOKOBAs MPOPUIAKTHKA U JICUCHHE.

Tunep-IgM-cundpomsr — 3TO TPyIIa TEHETUYECKUX 3a00JEBaHUM, XapaK-
TEPU3YIOIUXCS PEHULUBUPYIOMIMMH HHPEKIUIMU MIPU HOPMAIHHOM WM TOBBI-
meHHoM ypoBHe IgM B komIiekce ¢ pe3kuM cHukeHuem ypoBHs 1gG, [gA u IgE
¥ HOpMaJIbHBIM 4uCiIOoM B-nmum@ountoB. CMepTHOCTH 00yCIIOBIEHA, B OCHOBHOM,
MHTEPCTULIMATIbHBIMY THEBMOHUSMHU U IOPAXKEHUSIMU TIEYEHHU.

dtuonorus. Myranuu B rene CD40L (CD154) (komupyeTr ¢popmupoBanue
CDA40OL-nuranna Ha T-mumdornmTax), pacnoaokeHHOro B X XpoMocoMe; 00JetoT
TOJILKO MaJBYMKHU; MyTanuu B rene AID (komupyer akTUBAIMOHYIO IUTUAMH Jie-
3aMMHAa3y), pacloyio)keHHOM B XxpoMocome 12; myrtanuu B reHe UNG (kogupyer
ypauuia-N-IJIMKo3uIassl); U Ap.

Tun nacaenoBanusi: CD40L — nedunut, X-cuerieHHbIH;

AID — neduiut ayToCOMHO-PEIECCUBHBINH;

CD40 — nedwumut, ayTOCOMHO-PETICCCUBHBIN;

UNG — nedunut, ayTocCOMHO-pPEIECCUBHBIN.

Yacrora Berpeyaemoctu: ot 1 : 500 000 mo 1 : 600 000 Hacenenus.

ITaTorene3. 3aBucuT OT MoOJIeKylspHOro aedekra. Hampumep, BcineacTue
MyTanuu B rene AID, neuuuTt akTMBallMOHHOW LIUTUIUH A€3aMUHA3bl HapyIlaeT
muddepenpoBky B-nmumdorutos B 3apoabiiieBsix 1eHTpax. [Ipu 3ToM ypoBHH
IgG u IgA B CBIBOPOTKE KPOBH CHHMXKAKOTCS, ypOBEeHb IgM mnoBeIlaercs, B-kieTku
naMsTH B HOpME, €CTh AePEKT comaTnueckoi runepmyTaiuu. [Ipu ayrocomuo-m10-
MUHAHTHOM HacjenoBaHuu ypoBeHb [gG 3HaunTenbHO cHUXkaeTcs, [gA He nerek-
tupyercs, [gM nossiaercs, B-kieTku namsatu B HopMme 0e3 nedexra comarnye-
CKOW rMIepMyTaluu.

Kannuka. PeruauBupytonme u XpoHHYEeCKHe OOJIe3HHM OpPraHoB JIbl-
XaHMsI, 9acTO OOYCJIOBJICHHBIC OMIMOPTYHUCTHUECKUMHU HH(EKIUIMHU, B YaCT-
HOCTH P. carinii; opraHoB mwuieBapeHus (mauapesi, oOycnomieHHas Giardia,
Campylobacter,  Rotavirus,  CKIEpO3UPYIOUIUN  XOJAHTUT,  BBI3BAHHBIN
Cryptosporidium ¢ OCIEAYIOINUM Pa3BUTUEM XPOHUYECKOTO renaTuTa u LUppo-
3a), HEPBHON CUCTEMBI (MEHMHIO3HIIE(PATUTHl HEU3BECTHOM 3TUOJIOTHH, A TaKXKe
BBI3BaHHBIC SHTEPOBUPYCAMH WJIH IIUTOMETraJIoBUpYCcOoM). KinnHn4ecKuMu mposis-
JaeHusiMU Tunep-IgM-CHHAPOMOB TaKkKe SIBIAIOTCS 3JI0Ka4Y€CTBEHHBIE HOBOOOpa-
30BaHUs (aJC€HOKAapLMHOMA IEYEHHU, JUM(POMBI), ayTOUMMYyHHbIE 3a00JIE€BaHUS
(remonuTHYECKas aHEMMs, TPOMOOLMTONEHUYECKAs IypIypa, HEUTPOIICHHUS).
VY HEeKOTOpBIX OOJNBHBIX MOTYT OBITh CIUIEHOMETaJINs, YBEJINYEHHbIE JIUMpaTnye-
CKHE Y3JIbl, HO B HUX HE Pa3BUTHI WM JaKE OTCYTCTBYIOT TepMUHATUBHBIC LICHTPHI.
Jlnaruos cTaBUTCS Ha OCHOBAaHUU KIIMHUKH, aHAMHE3a (HaJIM4ue B ceMbe Onm3-
KOPOJICTBEHHBIX OpaKoB, CMEPTH cHOCa B MJIaJICHIECKOM BO3pacTe OT WH(EKIIHH,
Hanuuue [T/ y poncTBEHHUKOB, XpOHUYECKAs AUapes, pelUIUBUPYIOLINE U XPO-
HUYeCKuEe MHPEKIUN), TaHHBIX OOIIEero aHajinu3a KpoBU (aHEMUSs, HEUTPOIECHHS),
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MMMYHOJIOTHYECKOIO UCCIIEOBaHMsl (PE3KOE CHUKEHUE uncia B-kineTok namaru
IpY HOPMAJILHOM COJIEpKaHUU B-IMQOLNTOB), OTCYTCTBUE UM CHIKEHUE B ChI-
BOpoTKe kpoBu ypoBHs IgA (menee 0,05 r/n) u IgG (Menee 2 r/m) mpu HOpMaJIbHOM
WM TIOBBIIIEHHOU KoHTIeHTpanuu (0T 0,5 v/ o 40 r/n) IgM, MmonexynspHo-TeHe-
TUYECKOTO 00CIIE0BaHUS.

Jleuenne. PerynsipHoe BBeJ€HUE MpenaparoB HMMYHOIVIOOyJIMHA 4e-
JIOBEKa HOPMAJbHOIO JJIsi BHYTPUBEHHOTO WM JUISl IOJIKOKHOTO BBEJCHMUS.
MonutopupoBanre MHPEKIMOHHOTO CTaTyca, jJeuyeHue WHQEKIH, KOPPEKIUs
HEUTPOIIEHUU TPAHYJOLMUTAPHBIM KOJIOHUECTUMYNUpPYyomuM (akropom. Ilpu
KOMOMHUPOBAHHBIX BapuaHTax Bo3MOkHO ipumenenne TI' CK.

Cunopom Buckomma—Onodpuua — >T0 TsKEI0€ KOMOWHHMPOBAHHOE TEp-
BUYHOE UMMYHO/IE(PUIIMTHOE 3a00JIEBaHNE, XapaKTepU3yIoLIleecss TPOMOOLIUTOIE-
HUEHN ¢ MaJbIM pa3MepoM TPOMOOIIMTOB, aTONMUYECKUM JAEPMaTUTOM, KOMOMHHUPO-
BaHHBIM UMMYHOAE(HUIIUTOM, MOBBIIICHHBIM PUCKOM Pa3BUTHS ayTOUMMYHHBIX U
OIYXOJIEBBIX OCIIOKHEHUIA.

Idtuonorus. Myranuu B rene WASP (konupyet 6enokx Buckorra—Onapuya,
peryiasTopa noJIMMepU3allii aKTUHA B TEMOTIOATHYECKUX KIIETKAaX ), pacrojarato-
meMcst B X-XpOMOCOME.

Tun HacaenoBanus: X-CLHEIUICHHBIN.

Yacrora BecTpeuyaemocTu: ot 1 : 250 000 HOBOPOXKAEHHBIX MY>KCKOTO IMOJA.

IHarorene3. benmok WASP skcnpeccupyercs Ha Bcex KJIETKaX TeéMarono3TH-
yeckoro psiiga. WASP HeoOxoaum [isi peopraHu3aiiiy KJIETOYHOTO IIUTOCKETIeTa,
YTO UIPAET BAXKHYIO POJIb B TaKUX (PYHKUUAX KIETKU, KaK (POPMUPOBAHUE UMMY-
HOJIOTUYECKHUX CHHAIICOB, IB)KEHUE KIIETOK, a TAKXKE IepeMelleHue OEIKOB BHY-
TpH KJIETKU. MyTaliny reHa IpyuBOAST K 3HAYUTEIbHOMY CHUXKEHUIO UJIU TTOJIHOMY
orcyTcTButo Oenka WASP. CreneHp BbIpaKEHHOCTH MPOSABICHUN BapbUPYET MEXK-
1y OOJTBHBIMH U YACTUYHO KOPPEIHPYET C KOHLIEHTpAIMeil Oenka B KJIeTKax, 4To B
CBOIO OY€pE/Ib, 3aBUCUT OT JIOKAIM3aLUWX U BUIa MyTauun. iMeromuecs uccieno-
BaHUS MO3BOJISIIOT MIPEAIIONIOKNTD, yTO TpoMOoruTonenus npu CBO B 0ocCHOBHOM
CBsI3aHA C MOBBIILIEHHBIM pa3pylIEHHEM TPOMOOLIUTOB.

Kannuka. Tspkects 3a001eBaHMs BApbUPYET OT MHTEPMUTTUPYIOLIEH TPOM-
OOIMTONIEHUH C MUHUMAIBHBIMUA TEMOPPArudeCKUMH MPOSBICHUSIMU JI0 TSHKETIO-
ro 3a00J1€BaHMs C BEIPAKEHHBIM MH()EKIIMOHHBIM U ay TOUMMYHHBIM CHHIPOMaMHU.
TpomOonuTOnEHus, KaK IpaBUJIO, OTMEUAETCSI C POXKIECHUS U MOXKET MAaHU(ECTH-
pOBaTh KPOBOTEUEHUSIMU U3 IYNOYHON PaHKH, MEJIEHOW, METEeXUaIbHOU CBHINbIO
Ha KOXKE€ U CIIM3HUCTHIX, TeMaTypueil, HOCOBBIMU KPOBOTEUEHUSIMH, a TAKKE KU3HE-
YTPOXKAIOLIUMHU BHYTPUUEPETHBIMU U KEITYTOUHO-KUIIIEYHBIMUA KPOBOTCUCHHUSIMHU.
KpoBoreuenus SBASIOTCS OCHOBHOUM NpUYKMHOM eTanbHoCTH ipu CBO.

ATONHMYECKUNA JEPMATUT PA3IUYHON CTENEHU BBIPAXKEHHOCTU MPOSBIIAETCS,
KaK IIPaBWJIO, HA NIEPBOM TO/ly U3HU U 4aCTO COMPOBOKIAETCS MECTHBIM MH(U-
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nupoBaHueM. C BO3pacTOM €ro MpOSIBICHUS YMEHBIIAIOTCS. Y 4acTH OOJIbHBIX
JEPMATUT MOXKET OTCYTCTBOBATh UM HOCHUTD JICTKUH, MPEXOIALINN XapaKTep.

Bcneactsue HapyieHui ryMOpanbHOTO M KIIETOYHOTO UMMYHHUTETA, y 00Ib-
HBIX JIeTel B BO3pacTe crapuie 3 Mec. HaOMoAaoTcs yacTele nHpekuun. 13 Hux
HauOosee pactpocTpaneHbl OTUTHI (78 %), mueBMoHus (45 %), cunycutsl (24 %),
cericuc (24 %), nadexuuu xenyIouHo-KuieqHoro Tpakra (3 %), Menunrur (7 %).
HaubGonee wacteiMu Bo3Oymutensamu siBisitorcst H. influenzae, S. pneumoniae,
P, carinii, C. albicans. Pexxe BcTpeuaroTcsi BUpyCHBIC HH(PEKIINH, B TIEPBYIO OYEPEIb
IUTOMETAJIOBUPYCHBIE TOPAXKEHUS 7143, JETKUX, APYyTUx opraHos. [ pruOkoBsie 3a-
OosneBaHus BCTpedaroTcs peako. Y 0ompHBIX ¢ CBO snerkoit cTerneHn ymoMuHaHUS
0 YaCThIX MHPEKIUIX MOTYT OTCYTCTBOBaTh. AyTOMMMYHHbIE HapylIeHUs (TeMo-
JUTUYECKasi aHEMUs, BaCKyIMUThl, [gA-HeQpuThl, UMMYHHAs] TPOMOOLIUTOIIEHUS])
XapaKTEepHBbI VISl TSKEIOro Te4eHUs 00JIe3HU. 3710Ka4eCTBEHHbIE HOBOOOpa3oBa-
HUS (HEXOIKKHUHCKUE TUM(OMBI, JIEUKO3bI) Yallle pa3BUBAIOTCS Y MOIPOCTKOB MU
B3pocibix ¢ CBO.

CornacHo IMarHoCTUYECKOMY KOHCeHCycy, npuHsatomy ESID (EBponerickum
00IIECTBOM UMMYHOAE(PUIIMTOB) a0COIIOTHBIM KPUTEPUEM IOCTAHOBKHU JUArHo-
3a CBO sBnsercs BbISABICHHUE 3HAYMTENIBHOTO CHM)KEHHS KOHLIEHTpalUU Oeska
WASP B k11eTKax KpOBU W/WIIM BBISIBIEHUE MyTalllU T€HA.

Jleuenue. TI'CK npu namuuun HLA-unentuyHoro goHopa. PerymsipHoe
BBEJICHUE MPENaparoB UMMYHOITIOOYJIMHA YeJIOBEKa HOPMAaJIbHOTO JUIsl BHYTPH-
BEHHOTO WJIM JJIs TIOAKOXKHOTO BBEeACHUA. JIeueHne nHpEKInii 1 OCI0KHEHUN TI0
OOLIENPUHSTHIM IPOTOKOJIAM.

Oowguit eapuabenvhvliit UMMyHOOeuUUm — 3TO TPYIIA TEHETUYECKU 00-
YCIJIOBJIEHHBIX OO0JIE3HEH, XapaKTepU3yIOLUUXCs HApYLIEHUEM MPOIYKLUUU 3alUT-
HBIX aHTHUTEIL.

Ituosnorus. OnrMcaHo HECKOJIbKO TeHETUYECKUX JAe(EKTOB, JSKAIIUX B OC-
Hose OBUH: mytaruu B rene ICOS (Inducible CoStimulator, kogupyet 6emnok, me-
penaromuil CUTHall ¢ aKTUBUPOBAaHHBIX T-TMM(pOIUTOB, HEOOXOAUMBIN AJIs AUP-
¢depenupoBku B-nmuMdouunToB), pacnonararmmemcs B XpOMOCOME 2; MyTalluu B
reae CD19 (xogupyeTt 6enok, nepenaromuii curaain quddepeHupoBku B-kineTok
yepe3 B-kietounslii perientop), pacmnonararomemcsi B Xxpomocome 16; myranuu B
reae TACI (xomupyet G6enok Transmembrane Activator and Calcium modulator
and cyclophilin ligand Interactor, cemeiictBo TNF peuentopoB, yyacTByeT B Ie-
PEKJIIOYEHNH CHHTE3a KJIACCOB MMMYHOINIOOYJIMHOB), pacIioyiaralouiemMcsi B Xpo-
Mocome 17 u ap.

Tun HacjiegoBaHMsl: ayTOCOMHO-JOMUHAHTHBIN, ayTOCOMHO-PELECCUBHBIM,
X-cuerieHHbIi, HO B > 90 % cirydaeB MyTallMM B TeHaX BO3HUKAIOT CIIOPAJUYECKHU.

Yacrora Berpeyaemoctu: oT 1 : 10 000 no 1 : 100 000 Hacenenus.

IlaTorene3. BenencrBue reHeTnueckux 1e(EeKTOB HapyLIAeTCsl OCT-aHTH-
TeHHOE pa3BUTHE B-mMMQOUNTOB, B BUAE CHUKEHUS YPOBHS U30TUI-TIEPEKIIIOUECH-
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HBIX B-KJeTok namsitu, yBeanueHus He3penbix B-numdonuTos, Hapy1ieHus nepe-
KITFOUCHHSI KJIACCOB MMMYHOTIIOOYIMHOB U TuddepeHiupoBku B-nmumdonuros B
IUTa3MOLIUTHI, YTO MIPUBOJUT K HAPYIICHUIO CHHTE3a AaHTUTEH — CTIeNU(PHUIEeCKUX
antuten. Takum oOpaszom, OBUH xapakrepusyercs HU3KUM ypoBHEM g ¢ ¢eHo-
TUIIMYECKU HOPMaJIbHBIMHU B-num@onuramu, KOTopsle criocoOHbI K nponudepa-
LMY, HO HE Pa3BUBAIOTCA 10 YPOBHA |g-NponyIupyOmuX KIETOK.

Kannanka. OBUH Moxetr ManudectupoBath Kak B JETCKOM BO3pacTe (Mex-
ny 5—-10 romamu), Tak u y B3pochbix (Mexay 20-30 rogamu). HanbGonee gacteim
MpOSIBICHUEM 3a00JI€BaHUS SBJSIOTCS TSHKENbIE PEIUAUBUPYIONINE M XPOHUYE-
CKHe MH(EKIUU OPTaHOB JbIXaHus. /{15 HUX XapakTepeH IUIOXOi OTBET Ha aHTH-
OaKkTepuaIbHYyIO Tepanuio, GOpMUPOBAHUE OPOHXOIKTA30B, UHTEPCTULIMATIBLHOTO
¢ubpo3a Jerkux, pa3BUTUE IPaHyIeMaTo3HON/MMMPOLUTAPHON UHTEPCTUINAIIb-
HOI Oosie3nu Jserkux. Hambosee wacThiMu maroreHamu sBisitotcss Hemophilus
influensae, Streptococcus pneumoniae, Mycobacteria, Pneumocystis jiroveci.

Co croponsl numeBapurenbHoi cucreMbl OBUH mposiBnsieTcst B Buae arpo-
(¢udeckoro racTpura, axJOpruApuH, TeraTuTa, OWLTUAPHOTO LIUPPPO3a, TEPHULIH-
03HO aHeMuu, Crpy-nog0OHOI0 CUHAPOMA, HECHIEIIU(PUUECKOTO SI3BEHHOTO KOJIHU-
Ta. [aBHbIM HMHOEKIMOHHBIM (hakTopom siBisitorcst Salmonella, Campylobacter,
Giardia Lamblia, Citomegalovirus, Cryptosporidium enteritis, Helycobacter pylori.

Knunnuyeckumu nposisnennsimu OBUH sBnsitorcst ayrouMMyHHBIE 320071€Ba-
HUSl (MMMYHHas TPOMOOIIMTONIEHUYECKasl MypIypa, ayTOMMMYHHAsi TeMOJIUTHYE-
CKas aHEeMUs, CHHAPOM DBaHCa, PEeBMATOUIHBIN apTPUT, aJonenus), JUMQPOIpo-
AuQepaTuBHbIE OCJIOXKHEHUS, 3JI0KaueCTBEHHbIE HOBOOOpazoBaHus (JuMdoma,
auMdorpaHynemMaros, JIeHKemMusi).

Huarnoz OBUH craButcs npu Hanuyuu MHOEKIMOHHOTO aHaMHe3a (4 u
Oonee MHGEKIMOHHBIX 3a00JI€BaHUI OPTaHOB JbIXaHHS B TEUCHHE TOMa, MOTpe-
00BaBIINX 0OOCHOBAHHOTO MPUMEHEHUS aHTUOMOTUKOB (OTUT, CHHYCHUT, OPOHXHT,
THEBMOHMS) W/WIK 2 1 00Jiee PEHTTEHOIOTUYECKH MTOATBEPKACHHBIX THEBMOHUH
B T€UEHHUE 3 JIET, W/WIN COYETaHUE MOBTOPHBIX OAKTEPUAIBHBIX PECIUPATOPHBIX
uHpekuuid ¢ peruauBUpYIONIeH auapeeil), cHkenus yposHeil IgG, IgM, IgA
(2SD ot B0o3pacTHOW HOPMBI) B CBIBOPOTKE KPOBH, UCKIIFOUEHUH JIPYTUX MPUYUH
TUIOraMMario0yIMHEMUU.

Jleuenue. [loxxu3HeHHas 3aMeCTHTENbHAs Tepamus UMMYHOITIOOYTMHOM
4eJIOBEKa HOPMAJIBHOIO JJII BHYTPUBEHHOTO WM JUISl TOJKOKHOTO BBEACHMS.
JleueHue MHPEKINNA U OCIIOKHEHUN 110 OOIIETIPUHATHIM POTOKOJIAM.

Azammaznobynunemusn ¢ oepuyumom B-kaemok — 5TO reHETUUECKOE Ha-
pYLIEHHE UMMYHHOW CUCTEMBI, XapaKTE€pU3yIOILIeecs] OTCYyTCTBUEM MJIM HEIOCTa-
TOYHBIM KOJTMYECTBOM BCEX KJIACCOB CHIBOPOTOYHBIX UMMYHOITIOOYJIMHOB M LIUP-
Kynupytoux B-mumdoruTos.

Ituosorusa. Myrauuu B rene BTK (Tupo3un kunaza bpytoHna, 6enok, He-
00XOIUMBIN JUIsl pa3BUTHA 3peiblx B-muM@ouuToB U npon3BoACTBA UMMYHOIIIO-
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OyJIMHOB), PacHoOJIOKEHHOM Ha X-XpOMOCOME; MYTAallUM B HECKOJBKHMX Pa3HBIX
TeHaX, CBA3aHHBIX B OCHOBHOM C (pOpMHpOBaHUEM Ipe-B-KkiaeTouHoro perentopa
Y MOJIEKYJ €r0 CUTHAJIMHTA.

Tun HacjaegoBanusi: X-crerieHHbIN (0one3Hs bpyTona), ayrocomHO-
PELECCUBHBIN.

Yacrora Berpeyaemoctu: ot 1 : 100 000 mo 1 : 500 000 Hacenenus.

IlaTorene3. B pesynsrare myranuu rena BTK Gnokupyercs auddepenim-
poBka B-nmumdonutoB Ha ypoBHe mpe-B-kieTok B kocTHOM Mo3re. Benmenctsue
ATOrO HapyHIaeTcsl MPOMYKIHUs CHIBOPOTOYHBIX MUMMYyHOroOynuHoB. [Ipu ayrto-
COMHO-PELIECCUBHOM BapuaHTE 3a00JieBaHUS MYTAllUd B T€HAX, CBA3AHHBIX, KaK
paBWwIo, ¢ (POPMUPOBAHUEM IIpe-B-KIETOYHOrO penenTopa U MOJEKYN €ro CUr-
HAJIMHIa, BBI3BIBAIOT OJOK AU(PGEpEeHIMPOBKH Ha CTaIUM 10 npe-B-mumdonuros
B KOCTHOM MO3T€.

Kannuka. Knunndeckue nposiBinenust odbeux Gpopm arammariiooyaTnHEMUU
onuHAKOBbl. CHUMNOTOMBI OOJIE3HHM OOBIYHO HAYMHAIOT MPOSBISATHCS B PAHHEM
JIETCTBE, KOTAa MATEPUHCKUE aHTUTENa MEepecTaroT AeHCTBOBaTh. Jletn ¢ aram-
MaroOyJIMHEMUEN MOABEPKEHBI YaCTHIM U TSXKEJbIM OaKTepUaIbHBIM MH(EKIH-
SIM, BBI3BAaHHBIM MHKAIICYJIMPOBAaHHBIMM MUKpPOOAaMHU, B YACTHOCTH S. pneumonia,
H. Influenza. PeuunuBupyommue U XpoOHUYECKHE NH(MEKIUU B JIETKUX MPHUBOIAT
K Pa3BUTHIO OPOHXOJIKTA30B, Oy, aTeNeKTa30B, MPOTrPECCUPYIOIIEH AbIXaTeIbHOM
HEI0CTAaTOYHOCTH, IepopMaliy TPyAHON KIETKH, NaIbIeB KOHEYHOCTEH (110 THITY
«OapabaHHbIX Mamo4yeKk»). KnuHudeckuMu mposiBICHUSIMU araMMarioOyTMHEMHUH
SBJISIIOTCS. MEHUHIUT, CETICUC, MUOIEPMHUS, OCTEOMUENNT, apTput. [locne Bakiu-
HaIlUU JKUBBIMU BaKIIMHAMM Pa3BUBAIOTCS BaKLMH-AaCCOLMUPOBAHHBIE MH(PEKIINU
(monumuenut, Tyoepkyines). [ToBplllieH puck pa3BUTHS ayTOUMMYHHBIX OOJI€3HEH.

Ha BocnanurensHbIii npouecc numdouaHas TKaHb (MUHJATHHBI, aICHOU/IBI,
auMm¢aTHUeCKue y3IIbl, CeJIe3eHKa, IE€YCHb) He pearupyer. Jnaruno3 BbICTaBISIETCS
HA OCHOBaHUU KJIMHHUKHU, aHAMHE3a, PE3KO HU3KUX YPOBHEH MMMYHOTJIIOOYIUHOB U
OTCyTCTBUE B-TMMQpOLNTOB, F€HETUUECKUX TECTOB.

Jleuenne. Iloxu3HEHHas 3aMeCTHUTENIbHAs Tepanusi MMMYHOINIOOYIMHOM
4eJI0BEKa HOPMAJIBbHOIO JJII BHYTPUBEHHOTO WM JUISl TOJKOKHOTO BBEACHMS.
Jleuenne nHQEKIMI ¥ OCIOKHEHUHN TI0 OOIICTIPUHSATHIM TPOTOKOIAM.

Cenexmuenutii depuyum IgA — 510 camoe 9acToe, TCHETUIECKH 00y CIIOB-
JIEHHO€ HApYyIIEHNE HMMYHHOM CHUCTEMBI, XapaKTEPU3YIOIIEECs] PE3KUM WM MPO-
JIOHTUPOBAHHBIM CHUKEHUEM LupKynupytomiero IgA (amxke 0,05 r/m).

Tun Hacjief0BaHMA: HE YCTAaHOBJIEH, BCTPEYAIOTCS CEMEWHBIE Cilydyau Ha-
CJIEIOBAHMS.

Yacrora BerpeyaeMmoctu: 1 : 500 HaceneHus.

Ilatorene3. BcrmencTtBue BO3MOXKHONW (YHKIIMOHAJTHLHON HEMOIHOIICH-
HocTu T-xenmepoB, yraeraerca auddepeHuupoBka B-mumdouutroB B IgA-
CEKpETUPYIOLIUE KIETKHU, YTO MPUBOJIUT K HAPYLICHUIO BbIpaOOTKH IgA-anTuTe.
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Kannauka. Y MHOrux DanuMeHTOB C CEJIEKTUBHOM HEIOCTAaTOYHOCTHIO
[gA-Tuna 3a0oneBaHue MPOTEKAET OECCUMIITOMHO; y IPYTUX OTMEUYAIOTCS PEIu-
JTUBUPYIOIIME PECIUpPATOPHbIE NH(EKIINHU, AUapesi, aieprudeckue 3a00IeBaHmsl
(acTMa, COMPOBOXKIAIOMIASICS HOCOBBIMHU TOJIMIIAMH ), Ay TOUMMYHHBIE HAPYIICHUS
(Takue, KaKk LENHAKUs, BOCHAJIUTENbHbIE 3a00JIEBaHNs KUIIEYHUKA, CHUCTEMHAas
KpacHasi BOJIYaHKa, XpPOHUYECKUI aKTUBHBIN IrenaruT). Jluarnos3 ctaBuTcs Ha OCHO-
BaHUU KJIMHUKH, TIOJTHOTO OTCYTCTBHSI WJIM HU3KOTO copepxanus (Huxe 0,05 r/m)
IgA B KpoBH U B cekperax npu HopMasibHOM ypoBHE IgM u IgG. V nereit 10 Bo3-
pacta 6 Mec. umeeTcs (PU3NOJIOTHUECKOe CHIKEeHHE [gA.

Jleuenue. Crieniuuueckoro aeuenus HeT. UH]eKkmonnble, aniepruieckue,
ayTOMMMYHHBIE 3a00JI€BaHMsI JIEUATCs IO OOIIETIPUHATHIM IPUHIUIIAM.

Xponuueckaa zpanynremamo3naa 001e3Hb — 3TO T€HETHUUECKU OOYCIIOB-
JIEHHOE HapyILlIEHUE UMMYHHON CUCTEMBI, XapaKTEpU3YIOUIEEC HECITTOCOOHOCTHIO
(barouTOB MPOMYIIMPOBATH CYNEPOKCHUIHBIE AHUOHBI, UTPAIOIIME PEIIAIOIIYIO
POJb B KWJJIMHTE MAaTOT€HHBIX 0aKTepuil U TPUOKOB, YTO COMPOBOXKAACTCS PA3BU-
THEM TSDKETIBIX OaKTepUalbHBIX U TPUOKOBBIX MH(EKIUH C rpaHyJIeMaMHU.

Jtuosorus. XI'b BbI3bIBaeTCS MyTallMIMH B JIIOOOM U3 6 T€HOB, KOAUPYIO-
IMX CYOBEANHUIIBI WIIM CTAOUIN3aTOp HUKOTUHAMUIaIeHUHANHYKIIeoTHipocdar
(HAA®H) okcuaaszsl (parouuros.

MyTtanus B reHe CY BB, nokanu3oBaHHOM B X-XpOMOCOME U OTBEYAIOILIEM 3a
cuHTe3 cyorenuuuiel gp91-phox (60 % Bcex cimydaeB). MyTtaruu reHOB OCTab-
HBIX CyOBEIMHUIl HOCAT ayTOCOMHO-PELIECCUBHBIM XapakTep W KapTUPOBAHBI Ha
caenyromux xpomocomax CYBA (16g24), NCF1 (7q11.23), NCF2 (1g25), NCF4
(22q13.1), CYBC1 (17g25.3).

Tun HacsienoBanus: X-CUEIICHHBIN, ayTOCOMHO-PELECCUBHBIN.

Yacrora Berpeyaemoctu: ot 1 : 125 000 manpuukoB (X-cueruiennast XI'b),
or 1:100000 mo 1 :217 000.

IMatorene3. HAJI®H-okcnaaza karanusupyer OMOXMMHYECKHE PEaKIUH,
B pe3yJbTaTe KOTOPBIX 00pa3yroTcst CBOOOIHBIE PAIUKaJIbl KUCIOPOAA, KOTOPhIE
IPUHUMAIOT y4acTHe B OaKTEpULUIHBIX peakuusax npu ¢arouurtose. B pesynb-
Tare MyTallui T€HOB, KOJUPYIOUIUX CyObeTUHUIIBI nian ctabunuzarop HAJIDOH-
OKCHa3bl (ParonuToB, (ParorUTHPYIOMNUE KICTKH 00Pa30BBIBAIOT (DArom30COMBI
C MUKPOOPTraHU3MaMHU BHYTPH, HO HE MOTYT IMPOU3BECTH WX KHJUIMHT U paclie-
IUIEHUE. DTO MPUBOAUT K TSKENBIM MHPEKIUSIM U 00pa30BaHUIO BOCHAIUTENb-
HBIX T'PaHyJIEM.

Kaunuka. XI'b MoxeT mposiBUTHCS B JIFOOOM BO3pacTe, HO Yallle BCETo
JMAarHOCTUPYETCS B BO3pacTe 10 S5 jeT. [IposBaeHus BKIIOUAIOT TSAXKEIbIE U pe-
UIUBUPYIOIME HHPEKINH PECTUPATOPHOTO TPAKTa, MUILEBAPUTEIILHONU CHCTE-
MBI, KOXH, YaIlle BCEro BhI3BaHHBIE Staphylococcus aureus n Aspergillus spp.
ITpu XI'b oOpasyrorcst BocHaduTEIbHbIE TPAaHYJIEMbl, KOTOpble BHa4Yaj1e B OC-
HOBHOM JIOKQJIM3YIOTCS B KOXe€, JIETKUX, JuM(parnueckux y3ziax. Co BpemeHeM
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OHM INOpaXKaloT MPAKTUYECKU BCE OpPraHbl, BKJIIOUas ME€Y€Hb, KOCTH U TOJIOBHOU
Mo3r. [locime BakIMHAUMK KUBBIMU BaKIMHAMHU PA3BUBAOTCS BaKIIMH-ACCOLHM-
upoBaHHbIE MHPEKIUU. «30J0ThIM CTaHgapToM» auarHoctuku XI'b sBasercs
ompeJieJieHne CTENEHU CBEUCHMs THApopoaaMuHa-123 B HeTpodumiax mocie
BOCCTAHOBIICHUSI quruapopoaaMuna-123 cBoOoansiMu pagukaiamu NADPH-
OKCHJa3bl METOJOM MPOTOYHOU HUTODIIOOPUMETPUH («KKHCIOPOIHBII B3PBIBY).
VY nanuenToB ¢ XI'b «KUCIOpOAHBIN B3pBIB» MOJHOCTHIO OTCYTCTBYET, a MPHU
X-cuemnennoit XI'b y yactu HEUTPOPHUIOB MaMbl «KHCIOPOIHBII B3PBIBY MPH-
CYTCTBYET, a Y YAaCTH OTCYTCTBYET. MOJIEKYISPHO-T€HETUYECKOE TECTUPOBAHHE
MOJKET UCIIOJIb30BaThCA ISl OATBEPKACHUS IMArHO3a U UACHTU(DUKAUYA KOH-
KPETHON MOPaXEHHOW CyOBEIUHULBI B Clydyae, €Cld MPEANoaraeTcs reHHas
Tepanus Wi ajuloreHHas TPaHCIUIAHTaIus.

Jleuenne. TI'CK. IIpu Tspxenbix nHGEKIUAX raMMa-uHTEpdEpOH YeioBeye-
ckuii 3 pasa B Helen0. AHTHOAKTEpHUaibHAs U IPOTUBOTPUOKOBasi MPOUIAKTHKA
JUISl IpEAOTBpalieHns UHPEeKui (MOKU3HEHHOE €XKETHEBHOE MPUMEHEHUE TPH-
METONPUM-CYIIb(pamMmeTokcazona (aHTHOAKTEpUATBHBIN Mpernapar) U UTpaKoHa30J1a
(mpoTUBOrpUOKOBBIN Mpenapar). Y NalueHTOB ¢ TSKEIbIMU HH(EKIUSAMU HHOTIA
UCIIOJIb3YETCS MIEPEIMBAaHUE IPAHYJIOLUTOB.

B HeckonpkuX ciayyasx Oblia yCHEIIHOM MeHHas Tepamus U €€ MPUMEHEHHE
MPOJOJIKAET PACIIHPATHCS.

CAMOKOHTPOJIb YCBOEHMUS TEMbI

1. Tun Hacaenosanus npu MB:

a) ayTOCOMHO-JOMUHAHTHBIH; B) X-CIICIIJICHHBIA JIOMUHAHTHBIN;
0) ayTOCOMHO-PEIIECCUBHBIN; ) X-CIETUICHHBINA PEIECCUBHBIM.

2. beaoxk MBTP perysmpyer:

a) TPAHCIIOPT JIEKTPOIIUTOB (TJIABHBIM 00pa3oM Kajiblus U pocdopa) Mexay
KJIETKaMU U MEXKJIETOUHOM >KUKOCTHIO;

0) mpeBpareHne HeMPSMOTo OMIMPYyOrHA B TIPAMOM B T€NATOIMTaX TICUYCHH;

B) TPAHCIIOPT IEKTPOJIUTOB (TJIAaBHBIM 00pa3oM XJIOpa) MEXKIY KJIETKaMu U
MEXXKJIETOYHOH JKUKOCTHIO;

r) peabcopOuuio hocdopa B MOUEUHBIX KaHAIbI[AX.

3. XapakTrepHble KIMHUYecKHe nposiBjieHust MB y nereii rpynnoro Bo3pacra:

a) 3aTsDKHbIE, PeLUIUBUPYIOIINE OPOHXUTHI M THEBMOHUU;
0) COJICHBIN BKYC KOXWU;

B) OTCTaBaHUE B (PU3NYECKOM PA3BUTHUH;

) TyOyJIOMHTEPCTULIUATIEHBIN HEPPUT.
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4. XapakrepHble KJIMHHYeCKHe nposiBaeHust MB y mereil 1omkoJabHOro
BO3pacTa:

a) CTOMKUI KaIelb ¢ THOWHON MOKpPOTOH;

0) nedopmarys KocTel JUIEBOrO CKENeTa;

B) CUMIITOM «OapabOaHHBIX MMAJIOUEK;

I') apTepuaibHasi THIIOTOHUS.

5. XapakrepHble KJIMHUYeCKHe NposiBjeHus MB y nereil HIKOJIBLHOIO BO3-
pacra:

a) CTOMKUH Kaleiab C THOMHON MOKPOTOM;

0) XpOHUYECKUI CUHYCHUT;

B) CUMITOM «0OapabaHHBIX MalOYeK»;

T') IAaHKPEaTuT.

6. HopmaubHbIi YPOBEHb 3JIEKTPOJUTOB IIPU OTOBOM TecCTe:
a) meHee 60 MMOJIB/I;
6) 70-90 MMoOmB/T BO BCEX BO3PACTHBIX IPyIIax;
B) 120—150 mMonb/1 y AeTei nepBoro roja >Ku3Hu,
r) 150—170 MMonb/n y neteit B Bo3pacte oT 6 10 12 ner.

7. AHTHOAaKTepHAJIbHAS Tepanus, NMPpUMeHseMasi NMPH XPOHUYECKOH CHHe-
THOMHOM MH(peKI MU, MpeaycMaTpuBaeT NPpUMEHEeHHe:

a) CHHTETUYECKUX aMUHOTICHUIIUJUTMHOB;

0) aMHUHOTJIMKO3HUIOB;

B) 11e(hasioCIOPUHOB 2-T0 MOKOJICHHUS;

r) 11eaJoCrnOpUHOB 3-TO MOKOJEHUS.

8. C neabio cHUKeHHMs MPOLECCOB BOcCMaJieHUusi y nanueHToB ¢ MB moryr
NPUMEHSATHCS:

a) CTEpOMIHBIC MTperaparbl CHCTEMHOTO JICHCTBHS;

0) aHTarOHUCTHI JEUKOTPHUEHOBBIX PEIENTOPOB;

B) MakpoOJuUAbl B CyOTEpaneBTUYECKUX 103aX;

') HECTEPOU IHBIE MPOTUBOBOCIIATUTEIILHBIE CPECTBA.

9. C nesbio paskukeHus: OPOHXHAJIBHOIO CEKpeTa M OYMIIEeHHsI OPOHXHAIb-
HOI'0 iepeBa 0T MOKPOTHI y nauueHToB ¢ MB ucnosab3yercs:

a) aleTUJIIUCTEHH; B) AM(EHTUIPAMHUH;

0) aMOpOKcoJIa THIPOXJIOPUL; r) 4 % pacTBOp XJIOpHJIa HATPUS.

10. B Tepanun nopaxenuii nedyeHu npu MB npumensiercs:
a) ne(IUHUP U €r0 MPOU3BOIHBIC;
0) mpemnaparsl yPCOAE30KCHXO0JIEBON KUCIIOTHI,
B) A EHruapamMuH B CyOTepaneBTUYECKUX J103aX;
r') MOMeTa3oHa ¢ypoar.
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11. IIIJT — 3T1o0:

a) TEHETUYECKHU IETEPMUHUPOBAHHOE 3a00JI€BaHUE, 00YCIOBICHHOE ayTOMM-
MYHHBIM BOCITAJICHUEM PECHUYEK MEPLATEIIBHOTO SIUTENNS;

0) TeHEeTHYECKHU JIETEPMUHUPOBAHHOE 3a00JIeBaHUE, P KOTOPOM TOpaxa-
I0TCS IOABM)KHBIE CTPYKTYPBI KIETOK (PECHUYKHU U KTYTUKH) MEPLATEIBHOTO AU~
TEJIUS;

B) T€HETUYECKM JIETEPMUHUPOBAHHOE 3a00JIEBAaHUE, XapaKTEpHU3YIOILEecs
IIOPAKEHUEM DK30KPUHHBIX JKEJIE3;

I') TEHETUYECKU JIETEPMUHHUPOBAHHOE 3a00JI€BaHHUE, XapaKTEpHU3YIOIIeecs
NPUCTYNIAMH KJIIOHUKO-TOHUYECKUX CYIOPOL, KOTOPBhIE OXBaThIBAIOT BCIO MPOU3-
BOJIbHYIO M HEIIPOU3BOJIBHYIO MYCKYJIaTypy.

12. ITI/I npenmyniecTBEHHO HACJIeAYeTCH I10:
a) ayTOCOMHO-JIOMUHAaHTHOMY THUITY HACJIEIOBaHMUS;
0) X-CIETUICHHOMY JOMUHAHTHOMY THUITy HAaCJI€IOBaHUS;
B) Y-CUEIJIEHHOMY IOMUHAHTHOMY THITY HacJI€JOBaHUS;
I') a3y TOCOMHO-PELIECCUBHOMY TUITy HACJIEOBAHMUS.

13. Beaymum kianandeckum nposisinenuem IIU/] y nerei saBiasiercs:

a) MEKOHHAJIbHBIN WINYC;

0) yacTble peLUIUBUPYIOIINE 3a00I€BaHUS BEPXHUX U HWKHUX JAbIXATENb-
HBIX MyTEMH;

B) MOpPa)XEHUsI II€YEHU;

T') HapYUIEHUS] CO CTOPOHBI BET€TAaTUBHON HEPBHOW CHUCTEMBI.

14. Cunapom 3uBepra—Kaprarenepa Briro4daer B ce0s:

a) UHBEPCHUIO BHYTPEHHUX OPraHOB WM U30JIMPOBAHHYIO IEKCTpPaKapIuIo;

0) MHBEPCHUIO BHYTPEHHUX OPraHOB WUJIM W30JIMPOBAHHYIO JEKCTPAKAPIUIO C
UPPO30M U MTAHKPEATUTOM;

B) MHBEPCHUIO BHYTPEHHHUX OPraHOB WJIM U30JHPOBAHHYIO JEKCTPAKApAUIO CO
CTEHO30M KJIalaHa JISTOYHOM apTepuu U Ae(PEKTOM MEACKEITY0UKOBOM IEPErOPOIKH;

I') UHBEPCHUIO BHYTPEHHUX OPraHOB WJIM M30JIMPOBAHHYIO JEKCTPaKapIuIio C
OpOHXO03KTa3aMHU U CUHYCUTOM.

15. CaxapuHOBBIii TECT 3aKJII0YAETCA B:

a) M3MEPEHUU YPOBHS DIIOKO3bl KPOBHU IOCJIE BHYTPUBEHHOI'O BBEACHMUS
150 mn 5%-Horo pacTBopa NIOKO3BI;

0) M3MEpEeHUU BpPEMEHU OT MOMEHTAa BHYTPHUBEHHOTrO BBeleHus 150 mu
5%-HOro pacTBOpa IIKOKO3bI 10 MOSBICHUS OLIYIIEHUs CIAaJKOro BKyca BO PTYy;

B) U3MEPEHUU BPEMEHH OT MOMEHTA BBEICHUSI CaXapruHa B HOCOBYIO MOJIOCTh
JI0 MOSIBJICHHSI OLTYILEHHS CIIAJIKOrO BKyCa BO PTY;

I') ONpPEEICHUH YPOBHS INIMKUPOBAHHOIO I'€éMOINIOOMHA B 3aBUCUMOCTH OT
BPEMEHU CYTOK.
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16. MuddepeHunaJbHblii JUATHO3 NEPBUYHON HUJINAPHON IMCKMHE3UHU NIPO-
BOIAT C:

a) MB;

0) Hecneru(pUIECKUM SI3BEHHBIM KOJTHUTOM;

B) OpOHXHABLHOM aCTMOIA;

I') IMMYHOJE(ULIUTHBIMU COCTOSIHUSIMHU.

17. JIeuenme III1/1 BKIIIOUAET:
a) KHHE3UOTEePaIuio;
0) aHTUTHCTaMUHHBIC CPECTBA 1-TO WA 2-TO TIOKOJICHHUS;
B) MYKOJUTHYECKYIO TEPAIIUIO;
I') )K€JTYETOHHBIE MperapaThl.

18. Bb10op aHTHOAKTEPHAJIBHBIX MPENapaToB NPH 000CTPEeHNH OPOHX0JIEroY-
HOIO Ipolecca y JeTeil onpenessiercs:

a) B COOTBETCTBUM C YyBCTBUTEJIBHOCTBIO BBIJICTIEHHON MUKPOQIIOPHI;

0) B COOTBETCTBUHU C BO3PACTHBIMU OTPaHUYEHUSIMY;

B) Ha3HAYa€TCs SMIIMPUYECKU;

I') B COOTBETCTBUH C JaHHBIMU MUKPOOHMOJIOTHYECKOTO MOHUTOPUHIA, OCY-
HIECTBJISIEMOTO B PaMKax S3IMHJEMUOIOTUYECKOTO HaA30pa U MHUKPOOHOJIOTHYE-
CKOTO MOHUTOPHUHIA PE3UCTEHTHOCTH K aHTMOMOTHKAM, aHTHCENTUKAM U JI€3UH-
(eKkTaHTaM IITaMMOB KIMHUYECKU 3HAYMMBIX MUKPOOPTaHU3MOB Ha TEPPUTOPUU
Pecny6nuku benapyce.

19. B kauectBe MykoJnTU4eckoii Tepanun npu /I MoxHO NCIOIB30BaTH:
a) aMmOpoKcoJT; B) KapOOIIMCTEHUH;
0) aleTUIIIIUCTEUH; ') THO3UH IPaHOOEKC.

20. Tun HacJieqOBAaHUA HACJEICTBEHHOI0 JEr0YHOr0 aJbBeOJISIPHOIO IPOTe-
HHO3A:

a) ayTOCOMHO-JIOMUHAHTHBIN; B) X-CLEIUICHHbIA JOMUHAHTHBIM;

0) ayTOCOMHO-PELIECCUBHBIN;  T') X-CIETUICHHBIN PEleCCUBHBIN.

21. OcHOBHOI MeXaHHM3M MOBPE:KICHHUS JEerKUX MPH CIOHTAHHOM CeMeiiHOM
NMHEBMOTOPAKCe CBSI3aH C:

a) nepunurom AAT;

0) ¢ IOBBILIICHUEM TPAJAUECHTA JABJICHHUS JIETKOE/TIIIEBPA;

B) AMCAIEKTPOIUTHBIMU HAPYIICHUSIMU;

r) 1e(pUIUTOM CENeHa.

22. K 0CHOBHBIM KJIMHHMYECKHM NMPOSBJICHUSAM NEPBUYHOM JIETOYHOM rUIIep-
TeH3HH OTHOCSTCS:

a) HaJM4KME BBIPAKEHHOM JIETOYHOW THIEPTEH3UU IIPU OTCYTCTBUU MpU3HA-
KOB 3a00JI€BaHMI JIETKUX U CEPAILIa;
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0) HaNMM4YKe BBIPAKCHHOMW JITOYHOW TUIIEPTEH3UHU aCCOLMPOBAHHOM € 3a00-
JIeBaHUSIMU JIETKHUX;

B) HaJM4Yue BBHIPAKEHHOM JIETOYHOW TUIIEPTEH3UU acCOIMPOBAHHOM ¢ 3a00-
JI€BaHUSAMU CEepIIIa.

23. Tun HacaenoBanus nepunuara AAT:

a) ayTOCOMHO-JOMUHAHTHBIH; B) X-CIICTJICHHBIA IOMUHAHTHBIN;
0) ayTOCOMHO-PEIIECCUBHBIN; ) X-CLIETVICHHBIN PEIECCUBHBIM.

24. Jlepunutr AAT MoxkeT BbI3bIBATH NOPAKEHUA:

a) JICTKMX U TICUCHHU;

0) JIETKUX ¥ TOJIOBHOI'O MO3Ta;

B) JICTKUX ¥ 3PUTEILHOTO aIlapara;

T') JIETKUX ¥ OTIOPHO-IBUTATEIHLHOTO amnmapara.

25. CBO otHOCHUTCH K:

a) rpynme NepBUYHbIX UMMYHOAE(UIUTHBIX 3a00JI€BaHUI;

0) rpyIine BTOPUYHBIX UMMYHOE(PUITUTHBIX 3a00I€BaHU;

B) Ipymrne 3a0oJieBaHUl, B OCHOBE KOTOPBIX JICKHUT HEOCTATOK TUIPOKCHU-
Ja3bl;

r) rpynme 3a0ojeBaHuii, B OCHOBE KOTOPBIX JIE)KUT HEJOCTATOK THIPOKCHIIA-
361 AAT.

OrBerbl: 1 — 6;2 —B;3—a,0,B;,4—a, B, 5—a, 0, B,1;,6—a;
7—06;8—a,B,1;9—a,0,1;10 —06;11—06;12—r1;13—6;14—71;15—B;
16 —a, 0,8;17—a,B, ;18 —a,8;19—a,B;20—0;21 —6;22—a;23 —a;
24 —a; 25 —a.
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