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[.M.H., npodpeccop, ampektop HUKW negmnatpumn
nmeHn akagemuka O.E. Benbtuesa

1 3aBepyroLLmii Kadeapon MHHOBALWMIOHHOM
neavaTpumn 1 AETCKOM Xvpyprim

VHCTUTYTa HenpepbIBHOro 06pa3oBaHns

1 npodpeccroHansHoro passutua GrAOY BO
«PHUMY mm. H.W. Muporosa» MuHagpasa
Poccun, rmaBHbI BHELUTATHbIN OETCKUIA
cneumanucT-xvpypr MmuHagpasa Poccum,
Mocksa

Joporue apy3pa!

B Mockse craproBan XXIV Konrpecc «MH-
HOBAaIlMOHHBIE TeXHOJIOTUH B ITeANATPUU
Y IETCKO XUPYPTUM» C MEMKAYHAPOTHBIM
yuactueM. K HeMy 1 IpuypodeH odepe-
HOH BBIIIYCK raseTbl. KOoHrpecc HOCUT UMA
BBIIAIOIIErocd y4eHOoro U Bpada, akaje-
muka lOpusa EBrenbeBuua Benbruinesa.
DTO He MPOCTO TPAAULIMOHHBIN HOpyM,
a TOYKa IPUTDKEeHUA LA TeX, KTO ITOCBH-
TIWI KM3Hb CAMOMY IIeHHOMY Ha CBeTe —
370POBBIO AieTell. Ha ruronmafkax KoHrpecca
COBMPAIOTCA MeMATPBI, AeTCKYe XUPYPIH,
HeBPOJIOTY, He(ppoJIory, OTOPUHOIAPUHTIO-
JIOTH, 2JUIePTo/IoT-MMMYyHOJIOTH, TeHeTUKH,
HEOHATOJIOTH, Kap/IMOJIOTH, TaCTPOSHTEPO-
JIOTH, PeaGIUIUTONIOTH, OPTaHU3aTOPBI 31pa-
BOOXPaHEeHUA U, KOHEYHO, MOJIOZbIe yueHble.
KoHrpecc CIy»KUT YHUKIBHOM IUIOIIAIKOMN
JUI OTKPBITOTO AMAJIOTA, I7ie POXKAAIOTCA
HOBBIE UfIed, TPAHCIUPYIOTCA ITepefoBbIe
MeTOVKY U yKpeIUIAeTcs IIpodecCHOHAb-
HOe co00IIIecTBo. B mporpaMmme — 1ureHap-
HbIe 3aceZlaHUsA, CUMIIO3UYMbI, KPyIJIble
CTOJIBI, MaCTepP-KJIaCChI C IIpeJiCTaB/IeHueM
MIOUIeAHYX VCCIeJOBAaHUM U NHHOBAITY-
OHHBIX IIOAXO/IOB K IMAaTHOCTUKE U Befie-
HUIO JIeTel C Pa3IIHbIMU 3200JIeBaHISIMU
C aKIIeHTOM Ha MeXXIUCITUIUIMHAPHBIE CTPa-
TeTVu JIedeHVIsI, TPODIIAKTIKA U PeadriIv-
Tanuu. PeBomonys B pasBUTUU TeHeTUKY,
MOJIEKYJISIPHOM GHOJIOTHH U II(PPOBBIX TEX-
HOJIOTUH KapAVHAIBHO MeHAeT IIOAXObI
K JUarHOCTUKE U JIYeHUIO B ITeIUaTPUU.
3ajaua CoOBpeMeHHOI'0 Bpaua — He TOJIbKO
BUPTYO3HO BJIafIeTh KJIACCHYeCKUMU MeTo-
JIaMH, HO U GBITD B KypCe OTKPBITHIA, IT03BO-
JIAIONIYX 3aIVIAHYTH B CAMYIO CyTh 3a60-
sieBaHUH. HOo KaKoi ObI TEXHOJIOTUYHON
HM CTaHOBWJIACh MeJUIIHA, ee OCHOBOM
BCeTZIa OCTAIOTCA TYMAaHU3M, COCTPaZlaHHe
U JII060Bb K pebeHKY — IPUHITUIIBL, KOTO-
PBhIMU PyKOBOJCTBOBAICA aKaZieMUK BebTH-
11eB. byzieM »ke BepHBI eTo 3aBeTy — BUZETh
B KOKJOM MUIEHHKOM ITAI[FIeHTe JIMIHOCTb,
GOPOTHCA 32 €0 30POBbE A0 KOHIIA U BCEIa
TIOMHUTBD O BBICOKOI MUCCUY Bpada — OBITh
3aIIMTHHKOM JIeTCTBa. JKemaeM yyaCTHUKaM
KOHI'Decca HOBBIX 3HAHUU, HHTEPECHBIX
JIOKJIQZIOB, IPOAYKTHUBHBIX BCTPEY, BIOXHO-
BeHMA U IPo(decCHOHATBHBIX 1Tobex!

KABVHET AJTTIEPT OJ10TA

[MopTpeT nauuneHTa ¢ annepruen
Ha Opexu u apaxmc
B POCCUMUCKOW nonynsauyun

Opexu 1 apaxmc — OfHU N3 caMbiX HYacTbIX MALLEBLIX a/l/IepreHoB, CBA3aHHbIX C TSXKESbIMU,
HEPELKO XXUIHEYTPOXAaIOLLMMUN PeakLMsaMun y eTen,— B 1ocieqHue rofbl Bce Yalle oKkasblBa-
FOTCS MPUYNHOM aHagbuiakeum y naymeHToB MragLuero sospacta B Poccun. Kakos rnoptpet
Takoro pebeHka, rnoyemy assieprusi Ha Opexy B HalLLewv cTpaHe UMeeT CBOM OCOBEHHOCTU
M Ha 4TO 06paTUThL BHUMAaHWe rneguarpy?

AnekcaHap
Hukonaesuny
AW TAMIYPA

[.M.H., 3amecTuTeNb ANpPEKTOpa No Hay4Hon
paboTe, 3aBeAyoLLMIA OTAENIOM annepronorum

1 KnuHuyeckor nmmyHonorun HUKW negmatpun
nmeHun akagemuka tO.E. Benstuesa ®rAQY BO
«PHUMY um. H.W. Muporosa» Munagpasa Poccuu,
rMaBHbIA BHELUTATHbIN AETCKUIA crieunannct —
annepronor-mmmyHonor [lenaptameHTa 34paBoox-
paHeHuss MockBbl

EBreHus
®epgopoBHa
KYKATTMHA

K.M.H., CTapLunii Hay4HbIA COTPYOHVK OTAena
annepronornn N KINMHNYECKOW MMMYHOMOrMn
HUKW negunatpum nmenn akagemmnka

10.E. Benstuwesa ®rAQY BO «PHUMY

vm. H.W. Muporoea» Munagpasa Poccun, Mockea

OTPULIATENbHbLIV NUAEP

Apaxuc ocTaeTcs1 OFHUM U3 HauboJlee arpec-
CUBHBIX aJUIePIe€HOB B JeTCKOM BO3pacTe.
ITo ;aHHBIM UCUIEAOBAHHUA, BKIIOYABIIETO
1245 meTel c moJlo3peHUEM Ha aToIHIO,
CeHCUOWIN3anusa K MOJIEKyJIaM apaxuca
BBbLABJIEHA Y 45,5 % maryeHToB (puc. 1). 9to
3HAYUTELHO OOJIbIIe, YeM IIPEIIIOIAraIoCh
paHee.

Hau6osee 4acThIM ajUIepreHOM OKa3aJICs
Ara h 8, mpuHaIexamuil K ceMeuCTBY
6ekoB PR-10 (mpodwinHbI), K HeMy ObUTH
YyBCTBUTEJILHBI 86 % CeHCUOMIN3NPOBAH-
HBIX, YTO OTPaXKaeT PaCIPOCTPAaHEHHOCTD
TIepeKpecTHOU peaKI[uy MeXAY ITbUIbIION

6epessl (Bet v 1) 1 apaxucom. Takas CeHCHU-
OVUTU3AIUA PeNKO MIPEACTABIIIET OMACHOCTh
Pa3BUTUA JKU3HEYTPOXKAIOIINX COCTOSHUIM.
[TaIMieHThI C TUM TUIIOM CEeHCUOWIN3AIIN
Yalme IpeIbABJLIIOT XKaI00bI Ha 3y7, U OTEK
CJIU3UCTHIX MTOJIOCTH PTA, OTEK I'y0, BeK, MHO-
r7a omymuieHe KoMa B ropie. [logoGHOe
COCTOSTHUE PACIIEHUBAETCA KaK OPATbHBIN
ayuteprudeckuit cugapoM (OAC) 1 He OTHO-

MuweBas anneprus
1403 /2179 (64,4 %)

PacTtutenbHble nuLieBble
anepreHbl
1261 /1403 (89,8 %)

feKaM 3araca, CBS3aHHBIM C BBICOKUM
PUCKOM CHUCTEMHBIX peakiuii u anadu-
JIAKCUU, HE3aBUCUMO OT COIYTCTBYIOIIEMH
ceHCUOWIM3ANUHU K Oepese. OMHAKO UMEHHO
ceHCUOMIM3anys K Ara h 2 — TOT Mapkep,
KOTOPBIN Hanbojiee TeCHO aCCOIMUPOBAH
C PUICKOM TSDKEJION MUIIEBOM peakiuu. CeH-
CHOMIM3ALA K 9TOMY aJUIepPreHy BbIABIeHA
y 9 % maryeHToB.

—

Apaxuc
830/ 1403 (59,0 %)

e R\
[ Arah1-68/830 (8,2 %)

”| Me 2,50 [0,80-6,60]

N\ J

e R\
[ Arah2-74/830 (9,0 %)
~| Me 3,40 [1,50-16,00]

N\ J

( N
| Arah3-39/830 (4,7 %)
| Me 2,90 [1,00-7,40]

N\ J
(Arah6-50/830 (6,0 %) )
”| Me 8,00 [2,10-14,00]

N\

e
_|[ Arah8-737/830 (88,7 %)
~| Me 2,70 [1,10-6,40]

N\

e
[ Arah9-81/830(9,7 %)
~| Me 1,00[0,50-2,10]

N\ J

PucyHok 1. CTpykTypa ceHcubmnnmsaumm K Monekynam apaxmca B pOCCUNCKON

nonynauunn

CUTCA K KU3HEyTpoKaomuM. OTHAKO 3TH
CUMIITOMBI MOTYT YKa3bIBaTb Ha IIePeKPecT-
HYIO CeHCUOMIM3ALMIO C ITBUIBION Gepessl,
YTO FOBOPUT O HEOGXOJUMOCTH PACIIPEeH-
HOTO IIOVCKA IPUYMHHO-3HAYNIMOTO aJUIep-
TeHa CpeJy MbUIbI[EBBIX HCTOYHUKOB.

Harmre ncorenoBanye IMOKasaso, YTO KKABIA
YeTBePTHIH peGeHOK C CeHCHOMIM3anuen
K apaxucy uMeeT IOBBIIIeHHBIN YPOBEeHb
cnenududeckux IgE (sIgE) k MoneKynam
Ara h 1, 2, 3 unu 6 — Tak Ha3blBaeMbIM

Harmre ncciemgoBaHue IMOKa3ajlo, YTO CEH-
cubunusanua K 6eJKaM 3amaca Jaie
BCTpedaeTcA y AeTel 1o IBYX JIeT — B TOU
BO3PACTHOU I'pyIIIle, e IeHuaTpPhI elfe
PeIKO TIOA03PEBAIOT AJUIEPTUI0 Ha OPeXU
U 6060BBIe. DT JaHHBIE IIO3BOJIAIOT TOBO-
PUTH O CMellleHNY TOYKHU CTapTa ajUIepruu
Ha apaxuc B CTOPOHY Gojiee paHHETo BO3-
pacTa ¥ BO3MOXXKHOM POCTe YUCJIA CJIy9aeB
KJIMHIYECKU 3HAYMOH PeaKIuy B GIIvnKaii-
1I1e TOABL.

Oxonuanue Ha cmp. 2 |»
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KABVHET AJTIEPTONOTA

MopTpeT nauueHTa ¢ anneprmen Ha opexmu
M apaxmuc B pOCCMMUCKOMN nonynsauum

4| Oxonuanue, Hauano na cmp. 1

NAPAJOKCbI PEAKTUBHOCTU

He Bce npeBecHbIe Opexy U ceMeHa OfVHa-
KOBBL. IlepeKkpecTHas peaKTUBHOCTb Cpely
HUX He TaK BbICOKA, KaK MOXeT IIOKa3aTbCsA
Ha IepBbIi B3WIAA. [Ipy ceHCuOMWIn3anm
K 6esky PR-10, 0 KOTOpOM rOBOPUJIOCH
paHee, peaknu no tuiy OAC cioco6Ha
BOBHUKHYTb CPa3sy K IpyIie opexoB. OTHaKO
5TO He eIMHCTBEeHHOEe CeMEeNCTBO aJUIepreH-
HBIX MOJICKYJI, IPUCYTCTBYIOIINX B JAHHOM

IpyIIIe IPOLYKTOB.

besnku-nepeHocyuku gunupos (Lipid
transfer proteins — LTP) o6iiamaroT 60ee
BBICOKUM PHCKOM Pa3BUTHUA CUCTeMHbBIX
PeaKIUii y aIeHTOB C CEHCUOIN3aIe,
a TaKKe IIepPeKPeCcTHON peaKTUBHOCTBHIO
U MOTYT (DOPMUPOBATH TaK Ha3bIBaeMbIN
LTP-curapom. OMHAKO MPpU CeHCUOMIN3a-
nuu k LTP penko popMupyercs NOBBIIIEH-
HadA YyBCTBUTEJIBHOCTh K apaxucy U cpasy
KO MHOTMM OpexaM OJHOBPeMeHHO.

Besyku 3amaca, KOTOpble HalIpsAMYIO CBA3aHbI
C PHICKOM Pa3BUTHA CUCTeMHBIX U KU3He-
YTPOXKAIOIVX AJUIEPTYeCKUX peakuyii (AP),
SIBJISTFOTCSA BUAOCTIEITUGUIHBIMU U He TIPOBO-
LIUPYIOT IlepeKpecTHbIe AP, popMUpY: I
KO-CeHCUOWIM3ALIUIO ¥ TSHKETbIX AlVIeHTOB
CO MHOKECTBEHHOM CeHCUOWIM3AIe.

KimrHIyecky Hanbosree 3HAYMMBIMU aJUIep-
TeHaMU Cpefiy ApeBeCHbIX OPEXOB ABJLAIOTCA
KeIlblo, Ipenkuit opex u QpyHaykK. CeHCU-
6wmmsanys K Jug r 1 (rperxuii opex) u Cor
a 9 (pynayk) ormeueHa y 10-18 % ob6cie-
JIOBaHHBIX.

benxu 3amaca Jugr 1, Jugr 2, Cor a 9 uMerot
CTPYKTYpHOe cxoAcTBo cArah 1 u Arah 2,
II03TOMY KO-CeHCUOWIN3AIMS MEXIY apaxu-
COM U IpeBeCHbIMU OPeXaMU BCTPeYaeTCs
4acTo, 0COOEHHO Y MaIbIIIe. DTO BAXKHO
YUUTBIBATh IPU UHTEPIIPeTalluy ajIepro-
JVIaTHOCTUKU: peGeHOK C ITOJI0KUTeIbHBIM
TeCTOM Ha apaxyc HepeIKo AeMOHCTPHUpYyeT
PEeaKTUBHOCTb K HECKOJIBKIIM OPeXaM OIHO-
BpeMeHHO, ke 6e3 ABHOTO KOHTAKTA.

CorsacHo maHHBIM «I[leguaTpUYeCcKOTO
MOCKOBCKOI'0 perucTpa aHaduIakCuu»,
B 2022-2025 IT. y ZieTeli C JOKa3aHHOU IUIIe-
BOU aHa(uIakcueil Ha IepPBOM MecTe Cpeliu
TPUTTEPOB OKa3aJICs KeAPOBBIA Opex —
17 % Bcex ciry4aeB. [Ii1A CpaBHEHUA: apaxXucC
BBI3BAJI JIMIIb 5 % 3IM30/0B, a KeIlbIo, Ipell-
KU opex U PyHAYK B CyMMe — OK0J10 30 %.

Bonee monoBuHEI (52,6 %) Bcex aHadU-
JIAKTUYECKUX PEaKIUi, CBA3AHHBIX C Ope-
XaM¥ ¥ 6060BBIMY, OBLIN MHAYIIVPOBAHbI
VIMEHHO OpeXaMH JlepeBheB, U HAuOOJIbIIas
JOJLA1 IPUXOAWIACh Ha KepoBbIe. [Ipy aToM

\BB MobunabHoe
. npu/ioXeHne
NPECC
I/I3,D,ATEJ1I:CKVII7I A0OM EECI'II'IaTHO —

www.a bvpress.ru

AnA cMapTHOHOB
n nnaHweTos iOS v Android.

y TpeTH IaneHToB AP nMesu cpeHeTsKe-
JI0e YWIX TsDKeJIoe TedeHue, a Bee II0J00HbIe
PpeakIy pa3BUBAINCH B IIepBbIe 15 MUHYT
Tocjie MpreMa IMUIIY.

U [peBEeCHBIM OpexaM OOHAPYKUBAeTCs
C IepPBBIX JIET JKU3HU U Yalle BCero BCTpe-
JaetcA y JieTeli 1o 6 et (puc. 2).

CeHcubmIM3anua K 6enKam 3amaca (Ara
h1,2,3,6;Jugr1, Cora9) yame peru-
CTPUPYETCs y CAMBIX MAJIEHbKUX — JleTel
JIO ABYX JIEeT. DTO 3HAYUT, YTO Y MHOTUX
UIepPrys Ha OpexXy U apaxyc GopMUpyeTca
elre 10 IePBOr0 KOHTAKTA C IIeJIbHBIM IIPO-
JIYKTOM, BO3MO’KHO, Yepe3 IlepeKpecTHbIe
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Apaxwuc
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PucyHok 2. PacnpepgeneHne nauneHToB ¢ CeEHCMbUnmM3aumen K opexamM 1 apaxmcy
B pa3HbIX BO3PaCTHbIX rpyrnnax B 3aBUCUMOCTU OT YpoBHS SIgE. YposHu SIgE nogeneHsl
Ha 4 rpynnel: 1-9 — sIgE o1 0,3 go 0,99 ISU-E; 2-a — sIgE ot 1 go 3,49 ISU-E; 3-a —sIgE

o1 3,5 no 17,99 ISU-E; 4-a —sIgE =18 ISU-E

KJIMHWYECKWUN CLIEEHAPUWA

TUMUYHBIN AIUEeHT C aJUIepruei Ha apaxuc
WA OPEXY — MAJIBYUK MJIAAIIETO ITKOJIb-
HOTO BOBpaCTa, B aHaAMHe3e y KOTOPOI‘O
OTMEYAITCA aTonnqu}cnf/i /i[epMaTI/IT nwin
TUIIeBasa peaKIyA Ha MOJIOKO U AMII0 B paH-
HEeM OeTCTBe.

Hamre HemaBHee MCCIeOBaHUE IOKa-
3aJ10, YTO CEeHCUOMIU3ANUI K apaxucy

MEeXaHU3MbI WIN KOHTAMHWHAIIUIO ITUIITI
CJIeIOBBIMU KOJIMYECTBAMU GesKa.

B cTapmux BO3pacTHBIX IPYyIIIaX Ipeod-
JajaeT ceHcuobwinsanus K 6enkam PR-10,
9TO 4acTo npossiaeTca B Buzie OAC — 3yza
M OTeKa II0JIOCTU PTa ITOCJIe YIIOTpebIe s
B IIUIILy OPEXOB, 0COOEHHO Y JieTell C peak-
IIMe Ha TIbUTBITY Oepesbl. Y TAKVX MAIeHTOB
PeIKO BCTPEYAIOTCS CUCTeMHBIe PeaKITuu,

Cospoennan | Yporonws | Owenorua
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TeM He MeHee OHU TPeOyIOT HaOJTIOZIeHUA:
C BO3PACTOM CEHCUOIITU3AINA MOXKET CMe-
IAThCS K OEJIKaM 3aI1aca U MOBBIIIATh PUCK
aHapMIAKCUN.

PocT ymciia geteii ¢ ceHCUOIIM3anyei K apa-
XUCY, IPEBECHBIM OpeXaM U ceMeHaM, 0Co-
GeHHO JI0 ZIBYX JIeT, OTPKaeT OOIIeMUPOBYIO
TeHgeHIyI0. Cpeyl BO3MOXKHBIX (paKTOpOB —
PaHHUI KOHTAKT C JUIepreHaMu IIpY Hapy-
LIeHUH KOYKHOTO Oaphepa y MIaJIeHIIEeR C aTo-
MMUYEeCKUM JIEPMATUTOM, a TAKKe U3MeHeHHe
PAIFOHA ¥ aKTHBHOE BHEJIpEHYe PACTHUTeb-
HBIX 0EJIKOB B IeTCKOe IIMTaHKe. DTU Ha-
OJIIOIeHUSI TOATBEPXKAAIOT AKTYAIbHOCTD
TUIIOTe3bI JBOMHOIO BO3IeMCTBUSA ajLlepre-
HOB: CEeHCHOWIN3AL Pa3BUBAETCA Yepe3
KOJY, @ TOJIEDAHTHOCTb — Yepe3 KUIIeYHIK
IIPU paHHEM KOHTPOJIMPYEMOM BBeEeHUN

TIPOAYKTA.

FEOrPA®UA CEHCUBUITN3ALIUN

B aHanu3e BOCbMU (efiepaIbHBIX OKPYTOB
P® MakcuMaIbHag 4acTOTa CEHCUOMIN3a-
LMY K apaxyCy 3aperucrpupoBana B lleH-
TPTHLHOM perroHe (OKoJo 63 % Bcex mpoo),
YTO KOppeIUpyeT ¢ HauOOoJbIIeH pacipo-
CTPaHEHHOCTHIO IBUIBITLI Gepe3bl. Ha fore
¥ B CHOMpH 4alrie BbIAB/LUIACH CEHCUOWIN-
3ast K OeJIKaM 3aI1aca — BEPOATHO, BCJIE-
CTBUE WHOM CTPYKTYPhI MUTAHUA U PEXKeE
BCTPEYAIOIIErocs IMOJUTHO3A.

B ITpuMOpCKOM Kpae oIlpefieiAeTcsa CaMblIil
HU3KUH YPOBEHb CEHCUOWIN3AIUY K aJlIep-
reHaM apaxuca U OpexoB II0 CPAaBHEeHUIO
¢ apyrumu perroHamu Poccuu. Takum o6pa-
30M, Ipodwb AP ranyieHTa B pasHbIX peru-
OHAX BO MHOT'OM OIIpefiesigeTcs reorpadueii:
B IIeHTPATHHBIX 00J1acTAX Poccuu mpeobiia-
JIAIOT ITepeKpecTHbIe GOPMBI, 2 Ha BOCTOKe
U I0Te — IlepBUYHAaA, KINHUYEeCKU 3Ha4U-
Mas IUIleBas ajuleprus.

NAMATKA NEAUATPA

e Ajleprud Ha Opexu U apaxuc — Ofi-
Ha U3 DJIABHBIX IPUYUH aHAGMIAKCUU
y Zeteii B Poccuu. Ilpu Iofo3peHUMN
Ha MHJIYLMPOBAHHYIO IIUIIeN peaKIuio
BCETZA yTOYHANTEe yIoTpebieHUe ope-
XOB, COYCOB, JIeCepTOB, YacTO COAepiKa-
WX JAaHHBIA a/UIepreH, B TOM 4YUCIe
B (JIEJIOBBIX KOJIMYECTBAX.

e CeHcubwimsamusg K Arah2uArah 6—
MapKep BBICOKOTO PHCKAa CHUCTeMHBIX
peakuuil He3aBUCUMO OT HINYUA Ce-
30HHOU aJUTePTUH HA MTbUIBIY TepeBheB.

¢ KenpoBblil opex — crenupuaecKuit s
POCCUMCKON MOMYJIAIUY TPUTTED.

e Jlaxke eOVHUYHBbIE SIIM30Abl PeaKIUuU
Tocjie yrmoTpebjaeHUs: OPEeXOBBIX CMe-
cell TpeOyIOT THIATEILHON MUATHOCTHU-
KU Ha CEHCUOWIN3AIUIO K Pa3IIIHbIM
opexam.

e YV Masblllieil [0 ABYX JIeT CeHCUOWIU-
3amuAa K opexaM H[WIN apaxucy MOXKeT
OBITH IEPBBIM IIPU3HAKOM (HOpMUPO-
BAaHUA TsHKEJION MUIEeBON ajIepruul —
BKHO HAIPABJIATH TAKUX JeTel K aj-
neprosory. ()

2 TA3ETHI
2 KNNMHUYECKUE PEKOMEHOALIUA

7 CNMPABOYHUKUA
Ana CrnednAInNCTOB

7 YAOBHbI OYHKLIMOHAT:
BO3MOHOCTb YTEHWA
OOJIAVH

Peknama

COBPEMEHHbIN M YOOBHbIV CNOCOB YTEHNA — MHOOPMALINA BCETAA MOL PYKOW!
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LETCKAA NCUXNATPUA

UccnepoBaHus reHeTUYECKUX NPUYUH
ayTuama ¢ XX BekKa A0 Hawuunx gHeun

PacctporictBo ayTMCTNHECKOro criekTpa (ayTmam) — 04HO N3 Hanbosiee 4acTo BCTPeHaroLUMXCS pacCTpoviCTB HEPBHO-
MCUXNHYECKOro pas3BnUTUSi — OTMEHAaETCs He MeHee YeM y 1 % HacesneHus.

Buktopusa
lOpbeBHa
BOMHOBA

[.M.H, npodheccop, 3aBepytoLLas OTAENOM KITMHU-
Yeckon reHeTukn HUKW negunatpum nmexn
akagemuka O.E. Benbtuwesa ®rAQy BO
«PHAMY wnm. H.W. MNMuporosa» MuHsgpasa Poccuu,
3aBefytoLasn kadeapon o6LLen n MeANLMHCKON
reHeTUKN MeANKO-6MONOrNYECKoro gpakynbsreTa
OrAQY BO «PHUMY nmenn H.W. Muporosa»
Mwunsgpasa Poccun, Mocksa

Mapus
AnekceeBHa
MAPOEHEHKO

CrypeHTKa thakynsreta hyHaamMeHTabHOMN
MeguumHel MY um. M.B. JlomoHocoea, na6o-
paHT-UccrnepoBaTesib 1abopaTopumn KIMHUYECKOM
reHoMuKn n 6nonHdopmatnkn HUKU negmatpum
nmeHun akagemuka tO.E. Benbtuwesa ®rAQY BO
«PH/MY um. H.WU. Muporosa» Munagpasa Poccun,
Mocksa

NCTOPUA ANATHO3A

BrnepBble KakK OTJleJIbHOE PacCTPONCTBO
ayTu3M ObLT OIKICAaH POBHO CTO JIeT Ha3af,
I'pyneit EpumoBHoi CyxapeBori (11.11.1891-
26.04.1981) — Torza ellle TOILKO IIPOLIe-
el BpaueOHY0 CHeIUaIU3aI[uio, a BIIO-
CJIeICTBUY 3a 3aCJIyTH Iiepe]; Ipodeccreit
CHMCKaBIIeN IPpaBO Ha3bIBAaThbCA MaTePhIO
OTe4yeCTBEHHOU JAeTCKON IICUXUATPUU.
B 1925 rozy oHa OIyGIMKOBAIA OIKCAHUE
11 pmeTe¥l C COLIMO-KOMMYHUKAaTUBHBIMU
HapyIIeHWAMU IIPY BBICOKOM YPOBHE MHTEIT-
JIEKTyaJIbHOTO pa3BuTy:A. CyxapeBa Ha3Bajla
HabJII0/[aeMoe PaCCTPONCTBO IIN30UIHOMN
IICUXOIaTHel, HO B OoJiee ITO3MHUX pabo-

Tax II€PeMMEHOBAJIA €T0 B AyTUCTUIECKYIO
ncuxomnartuio. McciaenoBaHus 3TUOJIOTAN
ayTH3Ma aKTUBHO IIPOBOAATCA ¢ 1940-x
rozoBs. Hemmpomo/mkuTesbHOe BpeMsI OHU

Duht\ ellcd\

Degradation
complex @ )

mlenin
Degradation [3

‘.\p calcﬂ@

ONUpaJNCh Ha IICUXOTeHHbIe TEOPHH,
HeBepHO MHTePIIPeTUPOBaBIIIVe POSUTENb-
CKoe ToBefieHre. TyT MOXXHO BCIIOMHUTD,
B YAaCTHOCTH, OIIPOBEPTHYTYIO HBIHE I'MIIO-
Te3y «MaTepU-XOJIOAWIbHUKA», CBA3bIBAB-
IIyIO0 Pa3BUTHE ayTHU3Ma Y pebeHKa C 3MOo-
LMOHATbHOM XOJIOAHOCTBIO POAUTEIBHUIIBI
¥ HapylleHreM (OpPMUPOBAHUA KOHTAKTa
MeXAYy Hell U MaJIbIIIoM, COPMYIUPO-
BaHHyI0 nicuxuarpoM Jleitbom (Jleo) Kan-
HEPOM Y aKTHUBHO IIPOJIBUTABIIYIOCA IICU-
xoaHAIUTUKOM bpyHO berrenbreiimom.
O HaKO pelIaOIIUI CABUT IIPOM30IIeN
C IpU3HAaHUEM 3HAauYMMOM poju Hawle-
CTBEHHOCTH B (POPMUPOBAHUY PACCTPOMCTBA
AyTUCTUIECKOTO CIIeKTPa, BO MHOTOM (J1aro-
JlapsA UCCTIeTOBAaHUAM OJTU3HeNoB B 1970-xX
1 1980-x. DTH UcCwIefOBaHUA IPOLEMOH-
CTPHIPOBAIM 3HAYUTEILHO G0JIee BHICOKYIO
KOHKODJZAHTHOCTb ayTU3Ma Y MOHO3UIOT-
HBIX 6;IU3HEI0B (60-90 %) IO CpaBHEHUIO
C IVBUTOTHBIMU (0-30 %), ITO YOeIUTETHHO
CBUZETEIbCTBYeT B II0JIb3y HACJIE[CTBEH-
HOU 5THOJIOTHU ayTu3Ma. bosee nosgHue
MCCIIeJOBAaHNA, OXBAaThIBAIOIIE MHOXe-
CTBO ceMell Ha IPOTSKEHUU HeCKOIbKUX
TIOKOJIEeHUH, TI0Ka3aJIM, YTO HacCJIe[lyeMOCThb
ayTusMa IpesbimaeT 80 %. DTU JaHHBIE
TIO3BOJIWJIN C YBEPEHHOCTHIO OTOPOCHUTH
TICUXOTeHHbIe TeOPUU, OOBUHABIIVE POAU-
Tesieli, ¥ cOKyCHPOBaThCA Ha TeHeTHYeCKUX
HapylIeHuAX KaK Ha OCHOBHOU IpUYNHe
pasBuTuA aytusMma. [lowtenyromue uccieno-
BaHUA ObUIV COCPEOTOYEHbI HA BBLIBIEHUN
9TUX FeHeTUYeCKUX HapylneHui. Passutue
KJIACCUYeCKOM, a 3aTeM M MOJIEKYJLAPHOU
IIUTOTeHEeTHKY TI03BOJIUIO OOBACHUTD IIPU-
4YHY NIpUuMepHO 10-20 % CIydaeB ayTHU3Ma,
a TaKKe OTKPBITH IIepBble CUHAPMAaJIbHbIe
ero (GopMbl, TaKue KakK CUHJpoM Map-
THUHA — beyut.

COBPEMEHHbIN 3TAnN

B COBpEMEHHI:IX NCUIeJ0BAHUAX 3TNOJIOITNI
ayTH3Ma JOMHHUPYIOT TEXHOJIOTUHN CEKBe-
HI/IPOBE[HI/IH HOBOI'O IIOKOJIEHU A, B HepByIO
o4yepenb IIOJIHOOK30MHOE U ITIOJIHOT€HOM-
Hoe. 3a ImoaIegHre roabl OHU ITI03BOJIVIN

| S4qag0000
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PucyHok. CurnanbHbivi nyTe Wnt-f-KaTeHuH, perynmpyroLmin NpoayKLuio COTEH 6ENKOB,
HeobxoauMbIx Ans popmmpoBaHus mosra. Dey n coasT. (2024)

UeHTUPUITUPOBATL OoJlee THICAIU Pas-
JIMIHBIX T€HOB, UTPAIOIIUX 3HAYUMYIO POIb
B PeryJIAIUM Pa3BUTHA FOJIOBHOTO MO3Ta,
MyTaIli¥ B KOTOPBIX ABIAIOTCA GAaKTOPOM
PUICKa WJIM HeNOoCpeACTBeHHOUN MpUYU-
HOMU pasBuTuA ayTr3Ma. HanGosree monmHas
nHpOPMAIUA 0 HUX IPeACTaBlIeHa B 6ase
JIAHHBIX, KypupyeMou «VIHUIIMaTUBON
10 UcCIefoBaHUIo ayTusMa» ®oxzpa Canr-
MOHca. BosbIias 4acTh Kay3aTUBHBIX TeHOB
o0beHeHA B O0I1ie CUTHAIbHbIE IIYTH,
urpaolye KI4YeByI0 pojib B GOpMUPO-
BaHUU U (PYyHKIIMOHUPOBAHUU HEePBHOU
crcreMbl. OVH 13 HUX — CUTHAIBHBIN ITyTh
Wnt-B-KaTeHUH (PUC.) — MOJIEKYIAPHBINI
IPOIIeCcC, PyKOBOAAIIMNY (hOPMUPOBaAHUEM
U CO3peBaHNeM HepBHBIX KIETOK, a TAKXKe UX
MUTpalyel B poliecce pasBUTHA FOJIOBHOTO
mosra. B uacruryre uM. BessTuinesa B HacTo-
silee BpeMs HaGJIIOAI0TCA HECKOJIBKO JIeCsT-
KOB JieTell C ayTU3MOM, CBA3aHHBIM C Hapy-
IIeHUAMU B Pa3IMYHbIX TeHaX, BXOIAIINX
B 9TOT CUTHAIBHBIN MyTh. B KIIMHIYECKUX
OTZ@IeHUAX MHCTUTYTA MAI[eHThI IPOXOAT
obcyejoBaHye U OIYYal0T CUMIITOMATITIe-
CKYIO Tepaluio, a B OTZeJle KIMHUYeCKON
reHeTUKYU U JIab0paTOpUU KIMHUYECKOH
TeHOMUKU U OMOMH(OpMaTHKU H3yda-
I0TCA TeHOo-(heHOTUNIIeCcKre B3auMOCBA3Y,

KOTOpBbIe TI03BOJLAT ITPOTHO3UPOBATh TeUeHHe
3a60JIeBaHIA [0 Pe3y/IBTaTaM MOJIEKYJLIPHO-
reHeTU4IeCKoro ucarenoBanusa. Ocoboe BHU-
MaHMe Halllero KOJUIeKTHBA IIPUBJIeK reH
CHDS, HapylieHusa B KOTOPOM ABJIAIOTCS
YaCcTOM IIPUYIMHOM Pa3BUTHA ayTH3Ma, B TOM
YHCIe B POCCUMCKOM HomysAnymy. B mportecce
MCCJIeIOBAaHYsA I'PYIIILI ITAIIIeHTOB C 3TOH
dopmoii pacCTpOHICTBA AyTUCTUYECKOTO
CIIeKTPa yAAIOCh BBIABUTD (DaKTOPHI, pac-
roJaramoniye K 6oyee TsKeJIoMy TeJeHUI0
3a00J1eBaHUA, B TOM YKCIe K GOJbIIeMy
PUCKY Pa3BUTUA CyLOPOT U HapylleHUM
uHTesUIeKkTa. Cpeay 3TUX (PaKTOpPOB — THII
BO3HUKIIEH y namyieHTa MyTalliy, a TaKkxke
ee pacIojoKeHre OTHOCUTEeNIBHO JacTel
reHa, HauboJree 3HAYUMBIX 1A ero GyHK-
IMOHVpPOoBaHUA. TakKe HaMU ObUTH BBIAB-
JIeHbI HOBbIe IIPU3HAKM JAHHOIO PACcCTPOM-
CTBa— B IIepPBYIO O4Yepe/ib HapyLlIeHNA PUTMa
ceppua. PaccMoTpeHue IpUYvH pa3BUTHA
ayTusMa He B KOHTeKCTe OT/e/IbHBIX TeHOB,
HO B KOHTEKCTe OOIIMPHBIX, CIOMKHBIX
MOJIEKY/LIPHBIX IIPOLIeCCOB — CUTHAIBHBIX
IIyTeli — He TOJIbKO II03BOJINT JIy4llle IIOHATD
MeXaHV3M UX (GOPMUPOBAHYIA, HO ¥ IIPUOIIN-
3UT HaC K CO3JaHUIO Tepaliy, OpUeHTUPO-
BaHHOHN Ha BOCCTAaHOBJIEHVE HapyIIeHHON
CUCTeMBbI MeKI'eHHBIX B3aMOJe ICTBUI.
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HESOOPOBOE HACJTELCTBO

Anbga-1-aHTuTpuncuHoBas
HeAOCTaTO4YHOCTb B NPaKTUKEe
AEeTCKOro racTpoaHTeposora

B 1963 rogy, 62 roga Hasag, Kapn-beptune Jlopenn (C.-B. Laurell) n CteH SpukccoH (S. Eriksson) BriepBble orvcanv B3am-
MOCBSI3b MEX Y HU3KUM YPOBHEM b6€Jika asibgha-1-aHTUTPUICHHA U SMHU3EMOU JIEMKUX C PaHHUM Ha4asioM 3ab0orieBaHus,
npyas K BbIBOAY, YTO 3TO COCTOSIHWE SIBIIIETCS HACTIEACTBEHHbIM.

lanunHa
BacunbeBHa
BOJIbIHELI

[.M.H., 3aBefyoLLas OTAEIOM FracTPO3HTEPOSIOrK
HUKW nepuatpum n geTCKOM X1pYprm MMeHn
akapemuka tO.E. BenbtuueBa, npodgeccop
kadeapbl NHHOBALMOHHOW NEANaTPUA 1 JETCKOM
Xpyprm MIHCTUTyTa HenpepbIBHOMO 06pa3oBaHns
1 npodpeccuoHansHoro passntua PrA0y BO
«PHUMY um. H.W. Muporosa» Munagpaea Poccuu,
Mocksa

Tamapa
AHOpeeBHa
CKBOPLIOBA

K.M.H., 3aBefyloLLas oTaeNeHneM racTpo3HTEepo-
nornn, BeayLLMIA Hay4HbIN COTPYAHVK OTAena
ractpoaHTeponorun OCIN HNKW negmatpum

N [ETCKOW XUPYPrun UMEHV akagemmka

10.E. Benstuwiesa ®raQy BO «PHUMY

M. H.W. Tnporoea» MuHagpasa Poccuu,
rnaBHbI BHELUTATHbIN AETCKMIA cneuuanmcT-
ractpoaHTeponor [lenaptameHTa 3apaBooxpaHe-
Hust MockBbl

CMNEKTP OENCTBUSA
Anbda-1-aaTurpuncuH (01-AT) ob1amaer
IMUPOKUM CIIeKTPOM AeMCTBUA: IPOTH-
BOBOCHAJIUTEIbHBIM, UMMYHOMOAYJIUDY-
IOIIMM, IIPOTUBOMH(EKINOHHBIM U pelia-
patuBHBIM. KpoMme Toro, al-AT cayXuUT
OCHOBHBIM €CTeCTBeHHbIM aHTarOHHUCTOM
HeUTpodIbHOM 31acTassl (HD), koTopasa
oTBedYaeT 3a Aerpajiallyio JACTUHA — OCHOB-
HOTO KOMIIOHEHTa aIbBe0JI, HeOOXOJUMOTO
U1 QYHKITUY JIeTKUX, U 3alUIIaeT TKaHU
OT ee IIPOTeOIUTUYeCcKOTo AeicTBud. HD
TaK)Xe PYKOBOJUT IIUPOKUM CIIEKTPOM
IIPOBOCHAIIMTEIbHBIX PeaKIuii, IOTeHIU-
QIHLHO IPUBOAAIMIMX K HECKOJIBKUM TUIIAM
U3MeHeHUN B JIeTKUX, BKII0Yasa aMpUseMy
U OPOHX03KTa3bl. PU3HMOIOrnUecKas poib
0.1-AT 3aKJTIOYaeTCs B MHTUOMPOBAHUY Heli-
TPOIbHBIX IIPOTEa3 BO BpeMA BOCIIAIN-
TeJIbHOT'O OTBETA U (ParonuTosa, HalpaeJieH-
HOTO IIPOTUB MUKPOOPTaHU3MOB (pHUC. 1).

OcHoOBHOe MecTO cuHTe3a 0.1-AT — evyeHs,
rZie OH BhIpabaThIBAETCSA MOCTOAHHO,
I10 KOJIMYeCTBY YCTYIIasA IIe€PBEHCTBO TOJIBKO
aTbOYMUHY, XOTA 3TOT OEJIOK TaK)Ke CUH-
Te3UPyeTCA B SHTePOLUTaX U HEKOTOPBIX
MOHOHYKJIEAPHBIX JIeHKoIuTax. Aibga-1-aH-
TUTPUIICUH IIEPEHOCUTCA C KPOBBIO B MHTED-
CTUITAM JIETKUX U B JIETOYHBIN CypdaKTaHT,
IJle THTUOUpyeT HeHTPO(IUIbHEIE CEPUHO-
BBIe IIPOTea3sl, Takue Kak HD, katenncuu G
U IIpOTenHa3a-3.

[poayknusa al-AT kogupyeTcsa reHOM
SERPINA1 (serpin peptidase inhibitor,
clade A — MHTUOUTOP CEPIIMHOBOY IIeNTU-
nasel A) winu PI (proteinase inhibitor —
VHTHUOWUTOD IPOTENHA3EI), PACIIONIOKEHHBIM
Ha XpoMocoMe 14, B permoHe 14q32.1. Hexo-
TOpbIe clienupuIecKrue MyTallul B FreHe
SERPINA1 (vwtu PI) cOTpOBOXKIAIOTCA 006pa-
30BaHMEM aHOMAIBHOTO 0.1-AT ¥ BBI3BIBAIOT
€ro HaKOIUIeHWe B SHJO0ILUIa3MaTU4eCKOM
petuxkyiyme (DIIP) remaToiUuTOB, YTO IIPU-
BOJUT K AeQUIIUTY HOPMaJIbHOTO 0.1-AT.

NONMMOP®U3M N'EHA
T'en SERPINA1 (PI) siBjisseTCA BBICOKO IIOJIU-
MOpPGHBIM: U3BeCTHO 60siee 500 BADUAHTOB

o-1-aHTUTPUNCUH

€ro MyTalMii, U3 KOTOPBIX OKOJIO 30 UMeIOT
KIMHUYeCcKoe 3HadeHue. ClefcTBUeM I10/IH-
Mopdusma rera SERPINA1 ABJIAIOTCA PasHO-
06Gpa3Hble MEeXaHU3MbI Pa3BUTHA HEJOCTa-
TOYHOCTH 0.1-AT B KPOBU U Pa3IU4UA €TI0
(pyHKIIOHATBHOM aKTUBHOCTH. HopMaitb-
HBIi1 GestoK a1-AT o603HavaeTcsa GyKBOM «Mb,
AHOMAJIBHBIN — OYKBOI1 «Z». Hanbosree yacTo
BCTpeJaloniyecsa reHOTUIIbBI 00pa30BaHbI
KoMOuHanuamu PIM-, PIS- u PlZ-auteneii:
PIMM, PIMS, PISS, PIMZ, PISZ u PIZZ. Annem
TeHa, KOTOpble 00yCJIOB/IMBAIOT 0OPa30BaHIe
AHOMAIBHO CBepHyTOTO 6emKa a.1-AT u cHU-
JKeHMe ypoBHA a1-AT B CbIBOPOTKe KPOBH,
HAa3bIBAIOT AeUIUTHBIMY, U3 HUX HauOosee
PpacIIpoCTpaHeHsbl 1Ba BapuaHTa—Z 1 S.

ONACTUH — 310
6enok, obecne4vvBa-

0-1-aHTUTPUMNCUH — 3TO MHAKTMBaTOP
npoteasHoro oepmeHTa JJIACTA3bI,

IOLLNIA 3nacTrye-
CKMe cBoncTea
TKaHen. OnactuHa
MHOrO B NErkux,
ANACTUH  kposeHoCHBIX

T cocyaa, Koxe

koTopas paspyat SJIACTUNH

BbI3bIBAKOT o6pasoBaH|/|e aHOMallbHOro

OJTACTA3A He CMOXeT paspyLunTb

MyTtauumn B reHe SERPINAT (P) i Mocne nHakTMBaumm a-1-aHTUTPUNCUHOM

a-1-aHTUTpUNcuHa

ANACTNH

o-1-aHTUTPUNCUH

ANACTWH

Mpw HegocTaTKe a-1-aHTUTPUMCUHA
NPOVCXOAUT paspyLLeHue a51acTasoi
OJIACTVHA

\

AHOMarnbHbLIN o-1-aHTUTPUNCKH
HakannveaeTcs B reanToumuTax
1 BbI3bIBAET NOPaXeHWe neveHn

\

- 910 conpoeoxgaeTcsd natosiorm4eCKuMn USMeHeHnaMun

B opraHax, cogepxatumx 9JIACTUH

PucyHok 1. Ponb ansda-1-aHTUTpUncrHa B pa3suTnm 3a6onesaHnn

CaMBbIM TXeJIBIM Y PaclpOCTPAaHEHHbBIM
BapuaHTOM Aedunura o1-AT ABjgeTcsa Bapu-
aHT MyTanuu Z-o1-AT. CKOpOCTh ceKpennu
01-AT u ero GyHKIIMOHAIbHAA aKTUBHOCTD
3aBUCAT OT YHaCJIeLOBaHHOUN MyTanuu
B reHe SERPINAI. Te, y Koro ypoBeHb a.1-AT
B KPOBM COOTBETCTBYeT HODMe, TOMO3U-
rotHb! (PI*MM) o HopMaIbHOMY (JUKOMY)
ajwiemo M, a HalyeHTsI ¢ TAKeNIbIM Aeuiy-
ToM 1-AT romo3uroTHsI 1o ajuresio Z (PI*ZZ).
Kpome Toro, K 60j1ee HU3KOMY COIEPKaHUIO
aTOrO 6eIKa B KPOBU IPUBOJUT HATUYNE
awtens S. B To Bpemsa kak PI*ZZ ciayxut
OCHOBHBIM FeHOTHUIIOM, BEIYIIUM K 3260~
JIEBAaHUIO Ie4YeHH, ajuiesb S ¢ 3aboseBa-
HHUEM IIe4eHU He CBA3aH, 34 UCKII0YeHueM
CJIy4aeB, KOIZJa OH COYETAeTC C ajieyieM
Z.IlamueHTHI CO CHUXeHHBIM YPOBHEM
01-AT MOTYT UMeTb reTepO3UTOTHBIM reHo-
TUN S, Z WIN KOMIIAyH/I-TeTePO3UTOTHOCTD
MZ, 9yT0 00yCIIOBIIMIBAET OBBIMIEHHBIN PUCK
TOpaKeHUA JIETKUX, B YaCTHOCTU Y KypHJIb-
LIUKOB (PHC. 2).

Z-BapyaHT — He eAVHCTBEeHHBIN TUII MyTa-
nuu 01-AT, BBI3bIBAIOIIUI 3a60I€BaHUA
nedeHu. CyIiecTBYIOT peJKuUe BapUaHThI
MYyTaI[Uii, KOTOpbIe TaK}Ke MOTYT ObITH CBSI-
3aHBI C IIOPaKeHVeM IIe4eHH, TAaKHe KaK
Malton (Phe 51/52 del) u Siiyama (Ser53Phe).

SANMVUAEMUONOrnga n NnATOreEHE3

Hedurur a1-AT — HanbosIee YacToe reHe-
THYEeCKU JeTepMUHUPOBAaHHOe 3a60JIeBa-
HUe MeYeHHU y JleTell ¢ pacIpocTpaHeH-
HOCTBIO IPUOIN3UTEIHHO OJUH CIydail
Ha 2000-5000 HOBOPOXIEHHBIX B CEBEPO-
aMepUKaHCKOU U eBPOIeICKOM MOIyIA-
X, Tsoxenbiit eyt o1-AT mupe Bcero
TIpeACTaBJIeH (C BbIIIEyKa3aHHOW YaCTOTOM)
B CeBepHOM, 3anagHou u lleHTpanbHOI
EBpore. B CIIIA u Kanaze sta udpa cocras-
JiAeT OfiMH CIydaii Ha 5000-10 000 HOBOpPO-
JKIEeHHBIX. B cTpaHax JIAaTUHCKOU AMepUKU

[eHotn MM Annenb S
KOAMPYET NPaBUIbHYHO |[MPUBOAUT K YMEPEHHOM
rocnegoBaTesibHOCTb CHVKEHUIO CUHTE3a
6enka al1-AT al-AT

Anrnens Z
He cBszaH MPUBOANT

¢ 3abonesatuem K 3HA4UTENbHOMY
MEHeHN. CHVKEHWIO

Puck passutus

ypoBHs o1-AT.
3a60/1eBaHns NTErknx

MoBbILwEH prck
3abonesaHni

JIErKNUX U NeveHn

[eHoTMN ZZ —
peconumnt al1-AT.

[eHoTnn SZ

nosbILLIAeT PUCK PI*2Z — ocHoBHoW
passutua reHoTun,
3a6oneBaHumn BeayLumit
nerknx n nevyexHn K 3a60s1ieBaHuo

ne4eHn

L A J \ A J L A \ 4 \ 4
MM M S s s Mz z s z z
50% 50% 50% ~30% ~30% ~30 % 50% ~10% ~30% ~10% ~10% ~10%
:‘;ggm [ 100% ~80 % ~60 % ~60 % ~40 % ~15-40 % )
Hopma
PIMM PIMS PI'SS PIMZ PI'SZ Przz

PucyHok 2. BapnaHTbl nonumMmopdunamMa reHa, OTBETCTBEHHOIO 32 CUHTE3 - 1-aHTUTpUncuHa
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HESOOPOBOE HACJTELACTBO

TOKasaresb B 5 pa3 Hmxke. Jlepunut o1-AT
BCTpevaeTcs PeJIKO WU OTCYyTCTBYeT B CTpa-
Hax Abpuku u A3uu.

Cpenu meTabosMYeCcKUX 3a00IeBaHUA,
TIPY KOTOPBIX TPeOyeTCs TPAHCIUIAHTAIIH
nieuend (TI1) y meTeii, yarme Bcero HabIIoAa-
etca gedurut o1-AT, cocrasisromuii 3,51 %
OT BCex moka3anui K TII.

[TpubmsuTenbHO 85 % aHOMaIbHOrO 0.1-AT
33/Iep>KMBAETCA B IIedeH!U, a He CeKpeTupy-
eTCs B KPOBOTOK. DTO MOKeT IIPUBECTHU
K IIOBPEXeHUIO rellaTOLIUTOB, IIPPO3Yy
U reliaTone/UTioiApHon kapruHoMe (ITIK).
Y manveHTOB C HYJIeBBIMU MyTallUAMU
a1-AT He mpofynMpyeTcs BoBce (puc. 3).

Z-papuaHT a1-AT coxpaHAeTcd B KIeTKax
IeyeHU KaK B PACTBOPMMOM, TaK U B arpe-
rupoBaHHOU (popme. CoxpaHeHHe U HaKo-
mieHue 3Toro mytaHta B JIIP moxer
IPUBECTU K YCUJIEHUIO TOKCUYHOCTU
JULA TeIIaTOLIUTOB U X T'MOeNH, YTo IIpes-
pacnosaraeT rOMO3UTOTHBIX NTAIJUEHTOB
K 3a00s1eBaHUAM ITedeHHU. TeM He MeHee
cpelu BCeX TOMO3UTOTHBIX MALlEHTOB
c reHoTUnOM PI*ZZ TonbKo y 15 % pasBu-
BaeTcCs NMOpa)kKeHue IeYeHU C IMUPOKUM
CIIeKTPOM TsKeCTU. MyTaHTHBIU Z-Bapu-
aHT a1-AT He TonbKO coxpaHAeTcA B DIIP,
HO U HaKaIUIUBaeTCs.

Jna yMeHBbIIeHHUA MOBPeXJAoOIIero
IeWCTBUA MyTaHTHOTO Z-a1-AT KieTka
WCIOJIb3yeT pa3IuvyHble IPOTeoJIuTUYe-
CKUe IIPOIecChl, KOTOpble IIPOUCXOAAT
npeumMyIiecTBeHHO B DIIP remaTonUTOB.
K HUM OTHOCATCA YOUKBUTHH-3aBUCHMEbIE
¥ YOMKBUTHH-HE3aBUCHUMBIE IIPOTEACOM-
Hble IIyTU IPOTeoIn3a, a TaKXKe Jpyrue
MeXaHWU3MbI, KOTOpbIe HHOIZIA Ha3bIBAIOT
SIP-accomuMpOBaHHBIM IPOTeOIN30M. Cuu-
TAaeTCs, YTO IIPOTeacCOMHbIE IyTH KaK 4acTb
SIIP-accOMUPOBAHHOIO IIPOTEOINU3a CILy-
»KaT OCHOBHBIM MEXaHU3MOM Jerpafaluu
MYTaHTHBIX Z-MoyeKyn a1-AT.

X0oTAa MHOTHe dTallbl Jlerpajalluy U ux
crenuduueckas Iocjae0BaTeJIbHOCTh
BCe ellle U3y4alTCA, YCTAHOBJIEHO, YTO
JiBe MOJIEKYJIbI, cofiepkaimueca B DIIP,—
KaJTHEeKCUH U MaHo3uzasa [,— BepoATHO,
CJIy’KaT OCHOBHBIMU TOUKaMU KOHTPOJIA.
KasTHeKCHH — TpaHCMeMOpaHHBIN 6eJIoK
DIIP, cBA3BIBAIOIIMI MyTaHTHBIN Z-a1-AT,
KOTOPBIV CTAHOBUTCSA MUIIIEHbIO 1A Jierpa-
JIAIUY IyTeM COeIHEHMUA C YOUKBUTIHOM.
A 3aTeM 3TOT TPUMOJIEKY/IAPHBIN KOMIUIEKC
«MyTaHTHBIHA 01-AT — KaJTHeKCUH — YOUK-
BUTHUH» paclieIuigeTcsa. PacTBopuMsblie
¢opwmbl Z-0.1-AT 114 uX Aerpajanyu nocie
COoeIMHEHUsI C yOUKBUTHHOM IIepeMeIa-
IOTCS B JIN30COMY — 3TO TaK Ha3bIBa€MbIN
YOUKBUTHUH-IIPOTEACOMHBIN IyTh. ATperu-
poBaHHBIE POPMBI MOTYT OObEIUHATHCS
B TrellaTOIUTAaX, 00pa3ys crernuajlbHble
CTPYKTYPbI — IVIOOYJIBI, CO3AATOIIE YTPO3Y
TOBPeXJeHUA KIeTOK IledeHU. MexaHn3M
00pa3oBaHUs IOOYIT 0 KOHIIA He U3yYeH.
[IpennosaraeTcs, 9YTO OHU IlepeMeIaloTCs
B COCTaB KOMITOHEHTOB caMoro DIIP, BbI3bI-
Bas HapyllleHUe ero CTPYKTYPHI (PUC. 4).

Haxkamnusasace B DIIP, arperats! Z-a1-AT
3aIyCKAIOT KaCKaJl BHYTPUKJIETOYHbBIX CUT-
HATbHBIX ITyTel, BHI3HIBAIONIUX TOBPEXK/Ie-
HUe U rubesb renaTonuToB. boree Toro,
CyIeCTByeT HeOZHOPOLHOCTD B pacIpeze-
JICHUU U PasMepe 3TUX CTPYKTYypP B rema-
TOLMTAX, MHOTHE U3 KOTOPBIX IIPU MUKPO-
CKOIIMYECKOM UCCIEIOBAHUY HATIOMUHAIOT
HeOosIbIIIIe 00JIaYKa IIbLIH, B TO BpeMsA KaK
JIPyTUe SBJISIOTCA OTPOMHBIMU U XOPOIIIO
BBIPAXKEHHBIMU. DTO PA3INYUE U €T0 CBA3b
C ¥ICXOJIOM 3a00JI€BAHUS €Ille TIPeICTOUT
OO'BSICHUTD.

WHrmbuTop cepnHoBor nentnaasbl A (MHIMOUTOP NPOTEVHAa3bI)

»

SERPINA 1

HekoTopble myTaumm
MOJSHOCTBIO 6IOKUPYIOT
cuHTe3 al-AT

(o w

14 xpomocoma
FeH, OTBETCTBEHHbIN
3a cuHTes al-AT

protease inhibitor
A=
SERPINA 1 :
—— “

serine rpynna 4neH

rpynnbi

>

DedekTvBHbIN 01-AT

l mobynesl —
6enkoBble
¥ MaKpOMOJIEKYribl,
CBEepHyTble
B KJTy60K
OHponna3MaTuy4ecKuii
petukynym (SMP) < I

renaTounToB

PucyHok 3. 'eH, OTBETCTBEHHbIN 3a cuHTe3 a1-AT

CyuTaeTcd, 4YTO JJI IPOTUBOAENCTBUA
HAaKOIUIEHUIO NonuMepos a1-AT B DIIP rema-
TOLIMTOB UMEIOTCA ABa IIyTH (PUC. 5):

1. cBA3bIBaHME HeIIOJIMMEePU30BAHHOTO My-
TaHTHOrO 1-AT ¢ TpaHCMeMOpaHHBIM
KQJIHEeKCUHOM 3HO0IUIa3MaTUYeCcKOro
PeTUKY/IyMa C IIOCIeyIOIUM CBA3bIBa-
HUeM C YOMKBUTHUHOM — METKOH I
YTWIN3AIUN — C JaJbHeUIen gerpaia-
nyel 3TOro KOMILIEKCa;

2. ayrodarudeckasa Aerpajallyis, aloITo3
U TUOeNb TelaToIUTOB, NMEeIOIINX Hau-
GoJTbITIee HAKOIUIEHHe MyTaHTHOTO o/1-AT.
TemaTonuThl ¢ Gojlee HU3KUM YPOBHEM
HaKOIUIeHUA MyTaHTHOro al-AT mpomnu-
(pepupyIoT, YTOOBI OAAEPKUBATH DYHK-
IMOHAJIBHYI0 MacCy KJIeTOK IledeHH,
HO CO BpeMeHeM XpPOHUYeCKYe IIPOIeCChl
TTOBPEXX/IeHV KJIeTOK, UX THOesIH ¥ KOM-
TIeHCaTOPHOM Ipordepariyl IpUBOIAT
K ¢u6po3y, muppo3sy mevuenu u I'IK.

KIIMHU4YECKUE NPOABJIEHUA

Knaccuueckuit gedpunut al-AT npen-
CTaBJIsIeT COO0M ayTOCOMHO-pelleCCBHOE
3aboyileBaHUe, XapaKTepU3yIoIeecs Iopa-
JKeHUeM IIeYeHU, a TaKXKe JIeTKUX Yy JeTel
¥ B3POCJIBIX, YTO OOYCIIOBIEHO CHIKEHEM
cofiep>KaHUs COOTBETCTBYIOIEro Gerka
B CBIBOPOTKeE BCJIeACTBHE MyTaIlUli B reHe
SERPINA1 (unu PI). IlopaxxkeHue JIeTKUAX
npu gebunure ol-AT MOXKeT IPOABUTHCA
B JIIOOOM BO3pacTe, B TOM 4YHCJIE B 3pe-
jgoM. CHM>KeHHaA KoHneHTpanua ol1-AT
B CBIBOPOTKE IIPUBOAUT K XPOHUYECKON

Mem6pana 3P

OHponna3mMaTuyeckmn
petvkynym (SrP)

0OCTPYKTUBHOII 60e3Hu JieTKuX (XOBJI) —
HauboJsIee pacIIpPOCTPAaHEHHOMY KJIMHIYe-
CKOMY ITPOSIBJIEHUIO 3a60/IeBaHUA U YACTON
TIPUYHMHE WHBATVJHOCTY ¥ CMEPTY — V[N
3a6oseBaHUAM ITedeHr. OCHOBHBIM (aKTo-
poM pucka XOBJI, pazBuBatomeiica y ofeit
¢ meduruToM o.1-AT, KOTOpas OOBIYHO HAYY-
HaeTcA K TpeTbeMy AeCATUIeTHIO KU3HU
(TO ecTb HAMHOTO pPaHbIIIe, YeM OObIYHAsA
XOBJI), ABsAeTca TabaKOKypeHHe, TaK KaK
TabaYHBIN ABIM BBI3BIBAEeT pa3pylleHHe
0-1-AT B JIeTKUX U yCWINBAaeT IIOBPeKIeHNe
JIero9HOM TKaHU. CllefilyeT TaKKe u30eraTb
peryJApHOro KOHTaKTa C JbIMOM, Pas/Ind-
HBIMU a3PO030JIAMHU, OBITOBON XUMHUEH,
TIBUIBIO Y IOMAaIIHUMU YKUBOTHBIMU.

K BHeJIerOYHbBIM IIPOABJIEHUAM JedUIuTa
01-AT OTHOCATCA NAaHHUKYJIUT, BACKYJIUT
(rpanysniemaTo3 Berenepa) 1 peBMaTOUIHBIN
apTpUT.

3abosieBaHue IeYeHN — BTOPOE II0 YaCTOTe
KJINHUYeCcKoe INposABJeHUe JepUunura
0.1-AT — OOGBIYHO ITPOSBIIAETCA B BUJIE XOJIe-
crasa B MuaseHuectBe. lepunut al-AT
SABJIsIeTCSI Haubosiee pacIpoOCTPAHEHHOM
MIPUYMHON XPOHUYIECKOro 3a00IeBaHUs
Te4eHu B AeTCKOM Boapacte. Luppos u I'TIK
Ppa3BUBAIOTCA He MeHee 4yeM y 25 % B3pocC-
JIBIX ¢ gedpunmroM o1-AT crapiie 50 jeT.

CIleKTp KIMHIUYECKUX IIPOABJIEHUH ITopa-
JKeHUA IIeYeHU IIPU HeJOCTaTOYHOCTHU
01-AT BapbUpyeT OT AJIUTeTbHOM KeNITyX!1
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LMTO30J1b AyTodparus MNP
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PucyHok 4. Meta6onnam Z-anba-1-aHTutpuncuHa B 3HAoNNa3MaTn4eckom

peTukynyme renatoumToB

lMpumeyvanune. B perpapaumn Z-o1-AT y4acTBYIOT ABa OCHOBHbIX NyTW: A5 pacTBOPUMBbIX popMm Z-a1-AT —
nepemeLleHve B NM30COMY (YOUKBUTUH-NPOTEACOMHBIV MyTb), ANA arpernpoBaHHbix opm — ayTtodarusa. OpnH
13 nyTen gerpapgaumm aHomanbHoro Z-o1-AT cBsidaH ¢ nepemelleHnem MNP ¢ cogepxalummes B HeM Z-a1-AT
B NIU30COMY. TOT NPOLLECC HAaXOAUTCA nof KoHTponem peuentopa AMP-darum FAM134B. BHYyTpUKneTo4Hble
arperartbl Z-a.1-AT MOryT npoBouUMpoBaTh HapyLleHve CTpykTypbl MNP ¢ BOZHMKHOBEHVEM pa3BEPHYTOro
6esIKOBOro 0TBETa, HTO MOXET BbiI3blBaTb BTOPOW yAap € NocneayoLLMM NopaxeHneM renaToLmTos.

Cokpatyenmsi: o1-AT — anbda-1-aHTUTpUncuH. CUB — cesdbiBatoLLmii 6enok MMMYHOrno6ynmHa.
YA®-ITTTO® — ypuanHandocdaT-rnoko3a-ramkonpoTenH-rnioko3nnTpaHcdepasa 1 (pacTBopnMbIin 6€MoK,
Haxopswwmicsa B AMP 1 yactuyHo B annapate Monbaxu). MNP — aHgonna3maTtunyeckuin petukynym. ERLAD
(ER-to-lysosome-associated degradation pathway) — nyTe fAerpagaumn, CBS3aHHbIV C NepeMeLLEHNEM

Or1P B ni3ocomy.

U IIOBBIIIEHUA YPOBHA HUTOIUTUIECKON
AKTUBHOCTHU JI0 XPOHUYECKOTO rellaTUTa
U IUppO3a ITedeHU. Y HOBOPOXKIEHHBIX
nopa)keHue IeYeHU BO3HUKAeT yalle,
TIOCKOJIbKY MX IellaTOLIUThl MeHee CIIO-
COGHBI PaCIIeIUIATh MyTaHTHBIN 0.1-AT.
B HeoHaTaNbHOM HepuoJe 3a6oeBaHe
OOBIYHO HOCHUT XOJIE€CTATUIYECKUM XapaK-
Tep U CONPOBOXKJaeTcCA AJIUTeIbHOU
XOJIECTATUYECKOU KeJITyX0M, KOKHBIM
3yZOM, OIPeeNINTh KOTOPHI 00beKTUBHO
MOXKHO JIUIIB B GoJIee CTapIieM BO3pacTe
(mocye 6 MecA1eB), CHUKeHMeM alleTuTa
U OTCTaBaHMeM B yBeJIMYeHUM MacChl TeJa,
reIaTo- ¥ CIUIeHOMerajnen.

Y nmeTeii 6ojiee CTapIero Bo3pacTa aeuimr
01-AT MOXXeT IPOABJIATHCA 6€CCUMIITOM-
HBIM XPOHUYECKUM renatutoM. [le6ioT
IIPOTrpeccUpyoIero 3a60IeBaHus ITeYeHn
Y MOJIOABIX WJIHU JI0AeN cpefHero Bo3-
pacTa, Io-BUAMMOMY, BCTpe4aeTCa PenKo,
HO C TeYeHUeM JieT PHUCK ero BOSHUKHOBe-
HUSA YBeJIMYMBAETCS.

3aboyieBaHUe IeYeHU HOJKHO OBITH
MCKJIIOYEHO Jake y MallMeHTOB C reTepo-
3UTOTHBIMU MyTanuAMU reHa SERPINA1
(PI). XOTA KpaTKOBpeMeHHOe ITOBbIIIeHNe
YPOBHA CbIBOPOTOYHBIX TPAHCAMKUHA3 MHO-
IJla MOXKET BCTPEYATHCA Y HOBOPOXIEHHBIX
U ¢ reHOTUIIOM PI"MZ, KUIMHIUYeCKU 3Ha4U-
Mble IIPOBJIEMBI CO 3[JOPOBBEM B JIETCKOM
BO3pAaCTe y 3TUX ITALIMEeHTOB, KaK IIPaBUJIO,
He IPOABJIAIOTCA. OZHAKO Y B3POCJIBIX OTHO-
IIeHYe MIaHCOB PUCKA Pa3BUTHA XpOHUYe-
CKOro 3a060JIeBaHUs ITe4eHY 3HAIUTEILHO
YBEJIMYMBAETCH.

KiuHI4ecku nopaxxkeHue redeHu y Jiofein
¢ reHOTUIIOM PI*ZZ 0GBIYHO IIpe/iCTaBiIsAeT
Cco00# MeIJIeHHBIA MPOIeCC, KOTOPBIH
JUINTCA Ha IPOTAKeHUM MHOTHUX JIeT WIN
JecATHUIeTUN. ['MCcToOIOrnyecKuil aHaaimn3
TKaHU [IeYeHU [TI0Ka3bIBaeT O4YeHb HeOJHO-
POIHOE HAaKOIUIEHUE B relaToLUTaX MyTaHT-
Horo a1-AT. Kackaz nmoBpexxaeHUA KIETOK
3aIyCKaeTCsa B HeOONBIION MOMYIAIUN
TeIaToIUTOB C HAUOOJIBINM HAKOIUIEHEM
MYTaHTHOTO 0.1-AT. DTU remnaTonuThI, a UX
TOJIBKO HECKOJIBKO IIPOLIEHTOB OT 001Iero
YuoIa KJIETOK, BO3MOKHO, UMEIOT IIOBBI-
IIeHHYIO aKTUBAIYIO Kaclasbl ¥ IOBBIIIEeH-
HYIO BOCIIPUUMYUBOCTD K allOIITO3Y.

KileTKu ¢ HU3KMM HaKOIUIEHHEeM MyTaHT-
HOro a1-AT nponpepupyoT A1 NOALED-
JKaHUA QyHKIMOHAIBHOU MacChl IeYeHU.
Co BpeMeHeM NPOAOLKAIOIIUNICA CTPecc,
rubesb ¥ BOCCTAHOBJIEHUE KJIETOK IIPU-
BOZAT K ¢pubpo3y, nuppoasy neyeny, I'TK.
IIpennonaraeTcs, YTO Ha IPOrpecCPOBaHue
3ab0yIeBaHUA ITeYeHH Y MAINeHTOB BIUAIOT
9KOJIOTMYeCcKUe U TeHeTU4ecKre Moaudu-
KaToPbI CeKPeIUH, Jerpafalliy, alomnTo3a
WX pereHepaiyu 0eka (puc. 5).

[Iporpeccupymomiee HapyleHue GYHKIINT
IeYeHU BCTPeYaeTCs HevyacTo. BoibImuH-

CTBO JleTell KJIMHUYeCKU 37[0POBbI, OJHAKO
IIPYU HAINYUY CIUIEHOMeTaJIuU MOXeT pas-
BUTBHCA IIUPPO3: 5 % AeTel C MOpaKeHueM
IIeYeHU HYXXJAIOTCA B €e TPAaHCIUIAHTal1
B TeYeHUe IIePBBIX 4 JIeT )KU3HU. B HeKoTo-
PBIX CUIy4asax y eJuaTpUIecKuX NalieHTOB
pa3BuBaeTcsa QyJIbMUHAHTHAA IT€I€HOYHAA
HeI0CTaTOYHOCTh, a nHoraa — ['TIK.

AJITOPUTMbI ANATHOCTUKNA

KiII09oM K yCIeIrHol fUarHoCTUKe HeZo-
cTaTO4YHOCTH 0.1-AT CIy:KUT onpezieieHHe
ypoBH: 0.1-AT B CBIBOPOTKE KPOBM C IT0CIIe-
JYIOIUM KIMHUYECKUM MCCIeL0BaHueM
(beHOTUITMYeCKUX IPOABICHUI U aHATM30M
TeHOTHIIA IIPY OOHAPY>KeHUH HU3KOH KOH-
LIeHTPALUK JAHHOTo OesiKa. YCTaHOB/IeHVe

IIpodanncerue Ha cmp. 6
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HESOOPOBOE HACJTELCTBO

Anbda-1-aHTUTpUNCUHOBasA HeAOCTaTOYHOCTb
B MpPaKTUKe AeTCKOro racTpoaHTeponora

Oxonuanue, HAUAN0 HA cmp. 4

AVArHO34d ITI03BOJIAET OCYyIIEeCTBIIATL T€HETU-
YeCKOe KOHCYJIbTUPDOBAHUE.

PexoMeHgany AMepUKaHCKOTO TOPaKalb-
Horo obmiectBa | EBpomnelickoro pecriupa-
TopHOTO obmecTBa (American Thoracic
Society [ European Respiratory Society —
ATS/[ERS) BRIIIOYAIOT TeCTHPOBaHMe Ha ledu-
LIUT CbIBOpOTOYHOTrO a1-AT y Bcex tofeit
C KpUIITOT€HHbIMU 336OJIeBaHI/IHMI/I IIeYeHH,
BKJII0YasA HOBOPOXKAECHHBIX, feTell, B3pOC-
JIBIX Y TIOXKWJIBIX.

Buoncus reyeHu A1 YCTAHOBJIEHUA AV
rao3a gedwuimra o.1-AT He TpebyeTcs, XOTs
3TO UCCIEZOBAHYIE MOXKET ObITh ITOJIe3HO LA
UCKIIIOYeHUA APYTUX IPUIUH MOPAKEHUA
OpraHa U MCIIO/Ib30BAHO LA OIIpe/ie/IeHUA
crerneHu puOpo3a, U3MeHEeHU N ITapeH-
XUMBI U CTAANU 3a60/1eBaHMA. Pe3yIbTaThl
TUCTOJIOTUYECKOT0 UCCIeNOBaHUA TKAaHU
ITeYyeHY CIILHO BaPBUPYIOT: MOTYT OGHApY-
’KUBAThCA 03MHOGWIbHbIE, ITIOOY/IPHbIe
BKJIIOYE€HMA aHOMaNbHOTO 01-AT, a Taxxe
(r6po3 1 UppoTHYecKas TPaHCHOPMATIVIA.
ITomospenue Ha gepuuT al-AT JOKHO
BBI3BIBATh IPUCYTCTBUE B TKAHU IIe4eHU
kucinoTo-1lludd-monokuTebHBIX (IpU
OKpAaIIMBaHUM IIepHUOANYECKON KUCIOTON
MIudda — PAS), yCTONIUBBIX K AeHCTBUIO
JIAACTa3bI [IOOYIL.

Hetam c gebpunurom al-AT, 3aTsXHOU
YKeJITYXOM WIN pelANIBaMU IIOBBIIIeHU
YPOBHsA OWIMPYOMHA ITOC/IE IIeCTUMeCT Y-
HOTO BO3PACTa CJIeZlyeT IPOBOAUTD 00CITe-
JIOBaHUe JUIA MCKIIOUeHU IIPOrpecCcupyo-
mero 3a6oyieBaHusA ITeYeHU U IPU3HAKOB
TIOPTAJIILHOM IruItepTeH3uy. JlJabopaTopHble
HUCCIeJOBAHUA JOJKHBI BKIIOYATh TECThI
Ha onpeJiesieHrie GyHKIITMOHATBLHOTO COCTO-
AHUA NIe4eH!U, OIleHKy ee CUHTeTIYeCKO!
GYHKITUM U coflepKaHMA XKUPOPACTBOPH-
MBIX BUTAMIHOB B KPOBU. ExxeroziHO citeniyet
oIpeiesiATh YPOBeHb albda-heTonpoTenHa
(6esToK 1uIa3Mbl, moBbIIIatoInuiics mpu 1K)
CTraHJapTHBIX peKOMeHJJallui 110 YacToTe
MIPOBeJIeHs TAKUX 00CIeIOBAHUI He CyIile-
ctByeT. HeO6X0AMMO €KeTrofHO BHITTOTHATE
VJIBTPa3ByKOBOe uccieoBanue (Y3U) opra-
HOB GPIOIIHOM ITOJIOCTY C OLIEHKOH CTPYK-
TypbI IIeUeHHU, Cele3eHKU U MOPTaIbHON
cocyaucToii cetu. Kpome toro, Y31 MoxxHO
HCIIOIb30BaTh B KaueCcTBe MHCTPyMeHTa
CKPMHMHIA, IIOCKOJIBKY ITaIl¥eHThI ¢ Jedu-
nutoM a1-AT mmogBep:KeHbI ITIOBBIIIEHHOMY
PUICKY Pa3BUTH paka medeHu. Ecim 3a6orte-
BaHUe ITleYeHH IIPOrpeccrpyeT, HeoOXOIIMO
COCPeIOTOYUTHCA Ha TePalliy OCTIOKHEeHUH
TIOPTATTbHOM TUIIePTEH3UU.

YCTaHOBUTH TOUHBIN JUAaTrHO3 IIOMOraeT

reHeTH4YeCcKoe HccIefioBaHue. [eHeTHye-

CKYIO JYIATHOCTUKY PeKOMEeH/IyeTCs MPo-

BOJUTH CJIEAYIOMINM KaTeTOPHAM:

® B3POCIBIM C CUMIITOMAaTUYECKOH SMQpU-
3emoi1 wiu XOBJI;

®  B3POCJIBIM C CHMIITOMaMU OPOHXUAIIb-
HOM aCTMBI C OOCTPYKIIMeH JIbIXaTelb-
HBIX IyTe, KOTopas He IMOJHOCTBIO 00-
paTMMa Iocjie arpecCUBHOTO JieyeHUs
OGPOHXOAWIATATOPAMU;

® IaI[eHTaM (BKJIIOYas HOBOPOXKIEHHBIX,
JleTell U B3POCIBIX) C KPUITOT€HHBIMU
3a00JIeBaHUAMY IIeYeHY;

® GOJBHBIM C IOCTOSHHON OOCTPYKIIMEH
B TeCTax Ha (YHKIIUIO JIETKUX IIPU HAIH-
4nu (PaKTOPOB PUCKa (HaIlpUMeD, Kype-
HUe, HeOJaronpuATHBIe Ipodeccuo-
HaJbHbIE (AaKTOPEI);

® B3POCJIBIM C HEKPOTUYECKUM IIaHHUKY-
JINTOM;
e cubcaMm manueHTa ¢ gepunurom ol-AT.

O6cyxaeTcsa He0OOXOAZUMOCTh TeHEeTHU-
YeCcKOro TeCTUPOBaHUA JIIoZel, B YbeM
ceMeMHOM aHaMHese NPUCYTCTBYIOT XOBJI
Wiy 3a00IeBaHUA ITeYeHHU, O KOTOPHIX
M3BECTHO, YTO OHU He CBA3aHBbI C gedu-
nuTom o1-AT.

METOAbI NEYEHUA

TaK KaK HEBO3MOXXHO CIIPOTHO3MPOBATh,
YV KaKUX JleTell pa30BbeTCs IIPOrPecCUpyro-
1ee 3ab0yieBaHUe IeYeH!, CTAHAAPTHBIM
JIeYeHVeM CUMTAeTCH ITOIePXKUBAIOIIAA
Tepanus. [IoATOTOBKOU K HEUM CIIYKUT
OCMOTp peGeHKa TaCTPOIHTEPOJIOTOM, BKITIO-
yaonui pusndeckoe o0cIefoBaHNe A
BBIABJIEHUS CIUIEHOMETTUH U IPU3HAKOB
TIOPTAILHOY TUIIePTEH3UH.

J14 manueHToB C TAXKeJIbIM IOpaKeHreM
neyeHu, 06yCIOBIEHHBIM JehULUTOM
01-AT, efVHCTBEHHOU KOPPEKTUPYIOIIen
Teparyel CIYKUT TPAHCIUIAHTAIUA OpraHa,
XOTS U3YYAIOTCA HECKOJIBKO BO3MOXXHBIX
MeTOZOB JieueHUs. OHM MOTYT BKJIIOYATh

BuocuHTe3 MyTaHTHOM Z-nonunenTugHom Lenm o1-AT

}

Cekpeuysi a1-AT 3apepxka Z-o1-AT OlNP-accounmMpoBaHHsbIi
— 5
B CbIBOPOTKY B MNP npoTenmo3
Monnmepusaums
—> AyTodharus
Z-a1-AT yro

v

HakonneHrwe reteporeHHoro
ne4veHo4Horo nonmmepa Z-a.1-AT

Y

Y

lenatouuTbl C HU3KUM COpEepPXXaHNem
Z-a1-AT nponudepupytoT
NS NoAAEeXPaHNA MaccCbl NeYeHu

v

AnonTto3 renaTtoumnToB C BbICOKUM
® > copepxaHvem Z-a1-AT
$2
X8 3
228
I5€
588§
g8
Cas N AnonTo3a kacnasbl,
s JenonapusaLms MATOXOHAPWIA
1 aytodharus

CTUMynaums XpOHUHECKON pereHepaumm

v

nbenb renatoumnToB n pereHepauua

npueogAT K dombposy u MUK

[wéenb renatoumToB

v

néenb neyeHn

PucyHok 5. Kackag noBpexaeHus nevyeHn npy HegoctatovyHocTn o1-AT

lMpumeyvarune. Kackap NoBpexXaeHNs NeveHn Nnpu HepoctaTto4HoCTH al-AT HaunHaeTcs ¢ 6UOCUHTE3a MyTaHTHOM
Z-nonunentupHou uenu o1-AT (Z-01-AT), koTopas noctynaeT B npocseT MNP, Z-a1-AT 3agepxusaetcs B MNP
renaTouuTa, rae nogsepraeTcs Npoteonmay. Tonbko 15 % Monekyn CekpeTUpyoTCsi B KPOBEHOCHOE PYCIo ANs
BbIMOMTHEHUA CBOMX (DYHKLMIA B OpraHnamMe. BonbLUMHCTBO MyTaHTHbIX Z-monekyn pasnaratotcs B MNP B npouecce
ayTodparmn. OfgHaKo HeKOTopble MOMeKynbl AOCTUraoT NMONMMEPU30BAHHON KOH(OPMAaLIMK 1 OCTaloTCA B
renaTouyuTax B Te4eHve AnuTensHoro nepuopa. He6onbluas nonynaums renatoumuTos ¢ KPYNHEALLMMU MyTaHTHbI-
MK Z-6ef1KOBbIMW NOMMepamu nNpeTeprneBaeT anonTo3 unn rnbenb B pesdynbrate Apyrnx MEXaHN3MOB, Takux Kak
BHELLIHWe CTPeCCOopPbl UM OKUCNIUTENbHO-BOCCTAHOBUTENbHOE NoBpexaeHne. OcTaBLUMEeCs KNETKU NeHeHn
pa3MHOXaloTCs Ans NoAAEepXKaHUsA renaToLennoNspHO Macchbl.

Cokpatryenus: AT — aHTuTpuncuH, OMNP — sHgonnasmatundeckuii petukynym, MUK — renatouenntonspHas

Kapuy“Homa.

K WIMHUYeCKUM IpU3HaKaM, CBUZETeNb-

CTByIOIIUM 0 Zeduiute o.1-AT, 00yCIIOBIeH-

HOM reHoTtunom PI*ZZ B neTckom Bo3pacre,

OTHOCSITCS:

® TIOBBIIIEHHBIN ypOBeHb TpaHCaMUHa3
U (Win) OWInpyOuHa,;

® CHHJPOM HEOHATAJIbHOIO reraTUTa y pe-
OeHKa;

¢ TeIraTOMeTaAIVs WIN TellaToCIUIeHOMera-
JINA Y JileTel U IIOLPOCTKOB;

e BuTaMUH-K-TepuIITHAA KOAryIonaTus;

® CHMIITOMbBI XpPOHUYECKOTO 3a60/1eBaHUA
IeyeHU y JieTell U MOAPOCTKOB;

e reHotull PI*ZZ y poncTBeHHUKA I1epBOU
JINHUU.

daKTOpBI, Ka3bIBAIOIYE HA TIOTEHIIUAIBHO

6oJtee TAKEIIBIN IIPOTHO3 IIPY ITOPAKEHUH

Te4yeHu y fieTeil ¢ reHoTUIIOM PI*ZZ:

® HeOHATAJIbHBIH X0JIecTas;

® MYXXCKOM IIOJT;

JUIATeNIbHAA TUIIePOINPYyOTHEMI;

3HAYUTeTbHAs IellaTOMeTaINs;

PaHHAA CITIEHOMeTINS;

® yUINHEHHOe IIPOTPOMOMHOBOE BPeMH;

® IIOCTOSHHO IIOBBIIIEHHBIN ypOBeHb raMm-
Ma-mmoTamMwrTpaHcrentyassl (ITTII).

MpemnapaThl, THTUOUPYIOIIYe OJIUMePU-
3aL1I0, YCKOpAIOIUe IIyTU IPOTEe0an3a,
¥ TEHHYIO TEPAIIKIO LT MHIMOUPOBAHUS
TPAaHCKPUIILUY WIN TPAHCIAIUY MyTaHT-
HOro Z-0.1-AT.

ITokazauuA k TII: TOCTOAHHBIN U peluAY-
BUPYIOIIUHN X0JIecTas, yXyJlleHne I10Ka3a-
TeJIell TeMOKOAry/IALNY, BBICOKUI yPOBEHb
Ie4eHOYHBIX (PePMEHTOB, TKeJIbIX IJI0-
MepyJIoHe(PUT, CBA3AHHBIU C AepuiuTom
01-AT, 1 acuuT B pe3ybTaTe IIOPTAILHOU
runepTeH3un. Y feTell mpu reHotute PI*ZZ
C XOJIeCTa30M WIM XPOHUYECKUM IellaTUTOM
C IOPTAJILHOU I'UIlepTeH3uel, BAPUKO3HbIM
pacimypeHyeM BeH IMUINEeBOAA WIH YXY-
meHueM pyHkuuu nedenu TII He wienyeT
OTKJIaZbIBATh.

INocTTpaHCILIaHTAllMOHHBIE PE3YyJIbTaThI
He OTVIMYAIOTCA OT TAKOBBIX Y AeTel, Iepe-
Hecmux TII o noBozy Jpyrux 3aboseBa-
HUH. YpoBeHb Aedpunuta o.1-AT B CIBOPOTKe
kposu nocie TT1 HopmausyeTcs, 9To I103B0-
JIAeT CIUTATh 3TO BMEIIaTelbCTBO Jleyed-
HbIM. TII crabmwin3upyeT QyHKIIMOHAIBHOE
COCTOSTHUE JIETKUX.

BEAEHUE NALUMEHTOB

XoTs cerofHA eCTh JOCTyIHBIE, HEIOPO-
THe U IPOCThle MeTObI UCCIIeJOBAaHU,
3a00JIeBaHUS [TeYeHU U JIETKUX, BhI3BAH-
Hble fedpururoM o1-AT, AMATHOCTUPYIOTCA
HEeYacCTo, YTO MOXKeT OBITh 06YCIIOBIEHO
HU3KO! OCBEZOMJIEHHOCTHIO MeIUIIUH-
CKOT0 co00IIecTBa 0 3a00JIeBaHUIX IIe-
YeHU U JIETKUX, CBA3aHHBIX C e UITUTOM
a1-AT. CX0ACTBO CUMIITOMOB IIOPaXeHUs
Jierkux npu gedurnure al-AT ¢ mposBie-
HUAMU OOBIYHON (HeHaC/IeACTBEHHOM)
XOBJI 1 OpOHXUAIBHON aCTMOM, a TaKXKe
IIPUIMepEHI TOTO, YTO Y MHOTHMIX ITALINIEHTOB
¢ tedpunurom a1-AT B Havase 3aboseBa-
HUA MOXKeT OTCYTCTBOBATh KIMHUYECKU
3HaYUMOe HapylleHue QyHKIUYU JerKux,
JI06aBJISAET CJIOXKHOCTHU IIpo6ieMe yCTaHOB-
JIEHUA TUAarHO3a.

KiroueBas 0COO€HHOCTh AUATHOCTUKU
mebunurta a1-AT Kak mpu 3a60IeBaHUAX
TeYyeH!, TaK U IPU 3a001eBaHUAX JIETKUX
3aKJII0YaeTCA B TOM, YTO OJHO3HAYHbIe JIOKa-
3aTeJIbCTBA MOTYT OBIThH IIOJIyYE€HbI TOJIBKO

IO pe3y/bTaTaM reHeTU4eCKOI0 TeCTUPO-

BaHUA. PaHHAA AMATHOCTUKA HEOOXOAUMA,

YTOOBL:

e manueHTH! ¢ AepunutoMm al-AT mMoriu
TIPUHATH MepHI I COXpaHeHUA JIerod-
HOUM (QYHKIUU (BO3JepKaHUe OT Kype-
HUA, TPOQUWIAKTAKA HMHOEKINOHHBIX
3a00JIeBaHUM);

® YJeHbI CEMbU MOIJIU GBITh 0GCIeTOBAHbI
JULA BbIABJIEHUSA reTepO3UTOTHOTO HOCU-
TeJIbCTBA;

¢ MOIJIO OBITH MIPeIOKeHO 3 (HEeKTUBHOE
JledeHue.

Ecitu 3a60sieBaHue ITeYeHU BBI3BAHO Aedu-
nutoM a1-AT, To mocienyoiee HabIOAe-
HUe JIO/DKHO BKIOYATh U 6a30BYI0 OIEHKY
cocroaausa GyHKIUM Jierkux. Eciii oHa
HapylleHa, TallUeHTOB CJlefiyeT IPOKOH-
CyJIbTUPOBATH Y IIYJIBMOHOJIOTA U eXe-
TOIHO IIPOBOAUTH 00CIenoBanue. Jletu
c pedpunurom a1-AT ZOJKHBI TPOXOAUTD
peryiapHoe CKpUHUHTOBOe 06CiIefoBa-
HUe JJI BLIABJIEHUS MaTOJIOTUU JeTKUX
0 KpaliHell Mepe OJMH pa3 B IIOAPOCT-
KOBOM BO3pacTe, a 3aTeM, KOT/la CTAaHYT
B3POCJIBIMU,— pPeryjapHo. [Ipyrue exe-
TOZHBIE 00CAeA0BAHUA JOMKHEI COCTOSTh
13 00IIero aHAIN3a KPOBU U OIIpe/IeIeHIIS
MapKepoB BOCHAJIIEHUA JJId ITOUCKA IPU-
3HAKOB JPYTUX 3a00JI€BaHUN, aCCOI[UUPO-
BaHHBIX C JedunuroM ol1-AT (caxapHbIH
JuabeT, BOCIAJIUTENbHbIE 3a00IeBaHUA
KUIIIEeYHUKA U IT0YeK).

[MTaneHTsI € IOPAXKeHUEM JIETKUX JO/LKHBI
TOJIy4YaTh TPASUIMOHHYIO Tepanuio XObBJI,
BaKI[WHAIWIO U JIEYeHHE PeCIIMPaTOPHBIX
3abosyieBaHU. JleTAM C OGCTPYKTUBHBIM
3a060JIeBaHNeM JIETKUX BCIEACTBUE Aedu-
nuTa al-AT pekoMeHAyeTCA yCUIeHHAsA
cneruduyecKas Tepanusa C BHyTPUBEeHHBIM
BBeZileHreM O4MIeHHOro ao.1-AT, 94To mpuBo-
JUT K MOBBIIIEHUIO €TI0 YPOBHSA B JIETKUX,
obecriedyrBaeT 3aMefijieHVe CHIDKEHUS UX

pyHKIVN.

JeTu 1 MosIobIe JIIO[Y C TOPTAILHOM TUIlep-
TeH3Uel JJOJLKHBI ObITh IIPOKOHCYIETUPO-
BaHBI I'eNaTO/IOrOM I PeIIeHNUA BOIIPOCa
0 HeOOXOAMMOCTH U CPOKAaX IIPOBeAeHUs
TII. IIpu mporpeccupoBaHuY 3a60IeBaHIA
reyeHy HeoOX0IUM MOHUTOPUHT QYHKITUN
CBePTBLIBAHUA KPOBU, YPOBHA KUPOPACTBO-
PUMBIX BUTAMHMHOB U aIbOyMUHA. [leTAM
c 3a00yIeBaHNEM IIeYeHH, O0YCIOBJIEHHBIM
JeduiuroM 01-AT, peKOMeHAYIOTCA BaKIU-
HalYs IPOTUB BUPYCHOI'O IelaTUTa U IIPo-
BepKa CTaTyCa BAKIIMHHO-UHAYLIMPOBAHHOIO
UMMYyHUTETA.

Oxonuanue Ha cmp. 11
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[MOPOKIW PASBATINA

JHOOCKOoNMyeckKkas
XOaHoMnJsiacTukKa
6e3 NpMMeHeHUsa CTEeHTOB
V HOBOPOXXAEHHOro

ATpesusi XxoaH — peaknn, HO KpamriHe TSXKeslbIvi BPOXAEHHbIU MOPOK Pa3BUTUSA, MNP KOTO-
POM Yy HOBOPOXAEHHOIo OTCYTCTBYET HOCOBOE AbixaHne. OCOOEHHO ornacHa [BYCTOPOHHSIA
opma, criocobHasi Bbi3BaTb TSXKESYIO AbIXaTesibHyto HegoctaTto4YHocTs ([H) v acgpykeuno
yXKe B repBbie MUHYTbI XU3HW. VIHHOBALMOHHbIE TEXHOJIOMNYECKMNE PELLIEHUS MO3BOSISIOT
BbIMOSTHUTB XVPYPIUYECKYHO KOPPEKUMIO KaK y [IETev cTapLuero Bo3pacTta, Tak v B repBbIe

LHN XXN3HUN — C MUHUMAJSIbHBIM TpaBMaTu3MOM M CKOpeULLIen peabunntaymen.

AnaH
Mcmannosuy
ACMAHOB

K.M.H., 3aBefyoLLuii OTAENOM OCTPOMA U XPOHUYe-
CKOW nartornoruu yxa, ropna n Hoca HUKW neguna-
Tpumn nmenn akagemuka tO.E. Benstuwesa ®raQ0y
BO «PHUMY wum. H.W. Muporosa» Munagpasa
Poccuun, poueHT kadeapbl OTOPUHONAPUHIONOrNN
WHctutyTa xupyprum ®rAOY BO PHUMY

M. H. W. Nuporosa MuHsppasa Poccumn

AHacTacuAa
OneroBHa
TOPUHA

Bpay-0TopMHONaPUHIONIOr OTOPMHONAPUHIONOrnYe-
CKOro OTAENEHNA C OHEBHbIM cTaunoHapom HUKU
nepuaTpun umenu akapemuka tO.E. Benbtuilesa
OrAQY BO «PHUMY wum. H.W. Muporosa»
MwuHsgpasa Poccun

NCTOPUA N KNNACCUDPUKALINA
BpoxaeHHad atpe3us xoaH (BAX) —ato
ITIOPOK Pa3BUTHA IIOJIOCTU HOCA, XapaKTe-
pHByIOIIIHfICH ITIOJTHBIM WIN YaCTUYHBIM
3apanieHueM ee 33JJHUX OTZeJIOB, IPHU
KOTOPOM HeT cOooOIIeHuA II0JI0CTH Hoca
C HOCOIOTKOH. BAX oGyciioBiieHa Hapy-
meHreM 3MOpUoreHe3a Ha 8—12-i1 Hezere
Pa3BUTHA.

ATpe3us X0aH BIepBbIe ObLIA ONMMCAaHA
B 1755 rogy Morannom Pegmepom, Bpa-
YoM 0OmIel MPAaKTUKU U AKyIIepoM-
ruHekosioroM. OH IIpeJcCTaBUI HOBOPO-
JKIEHHOTO C ITOJTHOM OOCTPYKITMEN 3aHUX
OTJIeJIOB ITOJIOCTH Hoca. C TeX Iop B Iefua-
TPUYECKOU X OTOPUHOJIAPUHTOJIOTHYECKOMN
npakTuke BAX ocTaeTcsa mpo6ieMoii, akTy-
JILHOCTb KOTOPOM CJIOKHO Iepeo1eHUTh,
VAIUTBIBASA, YTO IPAKTUYECKU Bce GU3NO0-
JIOTYeCKYie IIPOIeCChl Pa3BUTHA pebeHKa
C MOMeHTa POXeHNA TaK WIN UHaye 3aBU-
CAT OT peayu3aniuy GyHKIIUM pecIiupaTop-
HOT'O TPaKTa.

ATpeSI/IH XO4H IIOAPA3ALIACTCA 110 HECKOJIb-

KUM KPUTEPUAM:

1. Ilo cTOpOHe IOopa*keHUsI pa3InyaioT
OZHOCTOPOHHIOIO U JBYCTOPOHHIOIO

(BCTpeyarTCA IPUMEPHO C OLMHAKO-
BOU 4aCTOTOM).

2. Tlo cremeHU OOIUTEPAIUY BHIIEIIAIOT
TOJIHYIO ¥ YaCTUYHYIO aTpe3ulo, IpU-
YyeM BapuaHTbI oHOM BAX BcTpeua-
IOTCS 3HAYUTEIbHO vate (6:1).

3. B 3aBHCHMOCTH OT XapakKTepa arpe-
TUYeCKOU MeMOPAaHEI CyIIeCTBYIOT
KoCTHBIe (16,3 %), MeMOpaHO3HbIE
(10,5 %) u cmenraHHbIe aTpe3uu (73,2 %).

KITMHNYECKUE NPOSABJIEHUA
KnmHudeckas KapTyUHa aTpe3uU X0aH 3aBU-
cuT ot hopMbl 3a6oneBanusa. Hauboiee
oIlacHa JIByCTOPOHHAA BAX, 1mpu KoTopoi
CUMIITOMBI TUTIOKCUU U JJaxke achukcuu
BO3HUKAIOT C MOMEHTA POXKJIeHUuA. Y Mia-
JIeHIIeB JbIXaHUe Yepe3 POT Yallle BCero
HEBO3MOXXHO B CBA3U BBICOKUM PACIIOIOXKe-
HYeM TOPTaHU U OOJIBIIUM OTHOCUTETHHBIM
pasMmepoM fA3bIKa. OTCYyTCTBUE HOCOBOTO
JIBIXaHUSA C ABYX CTOPOH B 9TOM BO3pacTe
ABJIAETCA JKU3HEYTPOKAIOIITNM COCTOSHMEM,
TpeGYIOIM HEOTVIOKHBIX PeaHUMAaIOH-
HBIX MEPONIPUATUN. Y HOBOPOXKAEHHbBIX
¢ IBycTOpOHHeM BAX HabII0/1al0TCA SIBJTE-
HUA ocTpol [H, BTSXeHMe yCTyIIYUBBIX
MecCT IPyAHOU KJIeTKHU, ITMaHO3, IeTU MOLyT
M3/1aBaTh XapaKTepHbIe 3BYKU: HU3KOYaCTOT-
HBIU CTpUAOP, PrIpKaHbe, COIIeHUe.

O,ZLHOCTOPOHHHH aTpe3nsd X0aH IIPOAB-
JIA€TCA He CTOJIb APKO U 4YaCTO OCTAeTCA
He ,I[I/IaFHOCTHpOBaHHOﬁ B TeYeHHEe MHO-
rux jeT. OCHOBHbIE IIPDU3HAKU: CTOMKas
OAHOCTOPOHHAA HA3aJIbHAA O6CTPYKL[I/IH,
II€PMdAdHEHTHOE CJIM3UCTO-THOMHOEe oTae-
Jiaemoe C O,I[HOfI CTOPOHBI, CKJIOHHOCTD
K PUHOCHUHYCHUTAM.

XOTs yrposa »KU3HU B 9TOM CIydae MUHU-
MaJbHa, JJINTeJIbHOe OTCYTCTBYE HOCO-
BOTO JBIXaHU IPUBOAUT K XPOHIUIECKOHN
TUIIOKCUY U 33Jiep:KKe pa3BuTusa. Kpome
TOTO0, HapymaoTca popMUpoBaHUe Julie-
BOTO CKeJleTa (MUKPOTHAaTUA, OTKPBITHIN
TIPYKYC) ¥ OCAaHKA, CHIDKAETCA BeHTIULALIVA
JIETKUX, IOABJIAIOTCA 0Yaryu XpOHUIeCKOU
UH(EeKIUY U MTaTOJIOTUSA CpeJJHero yxa.

KOMMJIEKCHbIA noaxon

Bonee 4eM y I0JIOBUHBI ITaliieHTOB ¢ BAX
(52,8 %) BBIABJLAIOTCA APYTHE BPOXKICHHBIE
IIOPOKU pa3BuTuA. ¥ 20,8 % oHa BXOAUT
B COCTaB FeHeTUYeCKUX CMHAPOMOB, Jaille
Bcero CHARGE. IIpu aTOM AByCTOPOHHAA
(opma aTpe3nu coyeTaeTca ¢ aHOMIUAMU
B 77,6 % CiIy4aes.

K

PucyHok 1. BHeluHui Bug nauneHTa
npv noctynneHnn. PebeHok Ha VIBJ1

A

PucyHoK 2. Busyanusaumsa aTpetn4eckomn
MeM6paHbl MHTPaonepaLmoHHO

PucyHok 3. Xupypruyeckum ararn:
yaaneHue atpeTn4eckon MemopaHbl
LLenBepoM Mo 3HAOCKONMNYECKUM
KOHTpOsem

VY 34 % manueHTOB BCTPEYAIOTCA Apyrue
00JIe3HU ABIXaTeJIbHBIX IIyTeH: Tpaxeo-
U JIADUHTOMAJIALIAA, CTEHO3 TOPTaHU. ¥ 21 %
JUarHOCTUPYIOTCA aHOMAJIUU YeIIOCTHO-
JIMLIeBOX 00JIACTH, BKIIIOYAst CHHAPOMBI Tpu-
yepa — Kosumuaza, [datidpdepa, Anepra,
Kpysona, ®pandeckerty, Ju J>Kopoxu,
[Jayna u DaBapzca. DpdeKTUBHOe BOCCTa-
HOBJIEHHE ITPOXOJNMOCTH JbIXaTeJIbHBIX
nyTel y neteli ¢ BAX sABiAeTcA mepBooye-
penHol 3amaden.

BbIBOP ONEPALUNA

JledeHuie BpPOXK/IeHHOW aTpe3uy X0aH HUCKIIIO-
YUTEJIBbHO XUpyprudeckoe. Bompoc o cpo-
Kax oIeparyuy OCTaeTcs AUCKYCCHUOHHBIM,
OIHAKO PeNIAoNIMMU (PAaKTOPaMU ABJLAIOTCA
ToKecTh [IH u onerT xupypra. Eomi mpose-
JleHre X0aHOIUIACTUKYA HEBO3MOKHO CPasy
Tocje poXKJIeHUs, B KauecTBe BpeMeHHO!
MepbI HAKJIaABbIBAIOT TPAXEOCTOMY.

Kitaccrmyeckas onepanys — X0aHOTOMUSA.
OHa BKJIIOYAaeT pacceyeHUe aTpeTuye-
CKOU MeMOpaHblI, yAIeHNe IaToJIoruye-
CKOM TKAaHU U YCTAHOBKY CUJIMKOHOBBIX
CTEHTOB, KOTOPbIe JOJIXXHBI 0CTaBaTbCA
B IIOJIOCTU HOCa 6-8 MecsIeB. OgHAKO IJIH-
TeJIbHOE HOIlIeHUe CTEHTOB TpeGyeT IIOCTo-
AHHOTO YXOJa U pPeryJsAIpHOMN caHalluu,
a TaK’Ke MOBBINIAeT PUCK NH(PEKIMOHHBIX
OCJIO’KHEHU.

CoBpeMeHHbIN MOAXO0J, — SHJJOCKOIIIYecKas
9HAOHAa3aJIbHaA XoaHoIuiactTuka. B HUKU
M. BesibTuineBa pa3paboTaHa YHUKATIbHAS
MeTofuKa C GOPMUPOBaHMEM CeIITaIbHbBIX
JIOCKYTOB M GUKcaIyel ux GuOpuHOBbIM
KJIeeM. [J1aBHOe MpenMyIecTBO — OTKa3
OT CTEHTUPOBAHU, UYTO 00JIerdaeT yXoJ,
3a pe0eHKOM, CHITKAeT BEPOSITHOCTh pecTe-
HO3a ¥ MOXKeT IIPUMEHATHCA YKe C poXKIe-
HUA. B KIIMHNKe OTOPUHOJIAPUHTOJIOTUU
HUWKU um. BenbTHilleBa HAKOILIEH CAMBIH
OOJIBIIION B MUPe OIBIT Xupypruu BAX
C IpUMeHeHeM UHHOBAIIMOHHOM GeccTeH-
TOBOI MaJIOMHBa3WBHON METOIVKH.

KNMMHUYECKWUA NPUMEP

VIMeHHO TaKoU MOAX0J] T03BOIW KOMaHzie
MHCTUTYTA CO3JaTh HOCOBOE AbIXaHUE
pebeHKy IepBBIX HeZleNb XXU3HU, Y KOTO-
POro C pOXACHUA NOABWINCH TpUsHaku JIH.
BbICOKOIIOTOYHAA BEHTWIALMA Yepe3 MacKy
He maBaia 3G dexTa. PeGeHOK ObUT HHTYOU-
POBaH B IIepBble Yachl >KMU3HU U MOT IbIIIaTh
TOJBKO IIpu IToMo1nu VBJI. B kiinHuKe, r1e
OH HAXOJWICA TOCJIe POXKIEeHUs, ObLIO
MIPOBeJIeHO 00CIefoBaHYe: 30HAPOBAHE
TIOJIOCTH HOCA ¥ KOMIIBIOTepPHAasA TOMOIpa-
¢us (KT) rosoBsl, 10 pe3ybTaTaM KOTOPOI
ObLT IIOATBEPKAEH JUATHO3 — BPOXKIeHHAS
JIByCTODOHHAA aTpe3uA X0aH.

B Bo3pacte 10 fHel peGeHOK OBUI TPaHC-
nopTupoBaH Ha UBJI Gpurazoii cKpoi
MegunHcKoi nomoiny B HUKU um. Benb-
TUIEBAa I IIPOBefeHNA XOaHOIUIACTUKU.
Bec Ha MOMeHT nocTymieHua — 2220 T.
PeGeHOK OT IepBOil GepeMeHHOCTH, IIPeX-
JleBpeMeHHbIe POJbl Ha 34-11 HeJele.

B 12 gHeill peGeHKy ObLia BBIIIOJTHEHA
3HJOCKOIIMYecKasa 6ecCTeHTOBAsA X0aHO-
IUIaCTUKA C GOPMUPOBAHUEM 33HUX Cell-
TAIBHBIX JIOCKYTOB U (PUKcanuel ux puopu-
HOBBIM KyIeeM. TaMIIOHaJa IIOJIOCTH HOCA
He IIPOBOAMIACE.

OnepaTuBHOE BMEMATEIHCTBO BKIIIOYAIO

CJIeyIONTYe STAIbL:

® BU3yAIN3aIUA AUCTUTBHBIX OTJEIOB I10-
JIOCTY HOCA IO, 9HJJOCKOIIMYEeCKUM KOH-
TpoJIeM;

® TIOJIYIPOHUKAIOUIUM pa3pes Ieperopos-
KU HOCA B 33THUX OTAEJIaX;

Oxonuanue Ha cmp. 11 b
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HoBbi noaxon K NOUCKY
reHeTU4eCKuX NPUYnH
NMOPOKOB pPa3BUTUSA

LmarHoctnyeckne TeXHOSIOrMM B apceHase CoOBPEMEHHOU MEANLMHCKOU rEHETUKMN 103BO-
JISIOT OBHAaPYXXnTb HapyLLEeHUs rnocnegosartesibHoctyn JHK (MyTauum) — rpuyuHy LLIMpo-
KOIro criektpa 3abonesaHuv y geteun. Ho npu Bcex ycriexax reHOMHOU MeanLnHbl B 3HAHUSIX
O FrEHETUYECKOU MPUPOoLAE MHOIMX NMaTosIorM4YeCcKnX COCTOSIHUM OCTAEeTCS HEMasIo Mpobesios.
Gnarogapsi yHUKasibHOMYy asibsiHCy XvpyproB v UNTOrEHETUKOB (M3yYaroLLmX XPOMOCOMbI),
mnctopunydecku crioxmsLuemycsi B HVIKU Benbtuiyesa, 6611 paspabotaH HOBbIV MOAX0A K rouv-
CKY IMPUYYH NMOPOKOB Pas3BUTUS MOSIOBOM CUCTEMbI, OCHOBAHHbIV HA XPOMOCOMHOM aHam3e
KJIETOK MHTpAaornepaymoHHbIX 06pasLoB.

A WMBaH

M lOpbeBuy
\ 7 IOPOB

[0.6.H., 4neH-kopp. PAH, 3aB. na6oparopueit
MONEKYNAPHOW LIUTOrEHETUKM HEPBHO-NCUXUYECKMX
3a6oneBaHuii umeHn npodpeccopa C.I". BopcaHo-
Boi OCIT «HUKW neguaTpum n eTCKOM Xnpyprim
nmeHun akagemuka tO.E. Benbtuwesa» ®rAQY BO
«PHAMY nmenun H.W. Muporosa» MuHappasa
Poccuu, 3aB. naboparopuei MonekynsapHon
FEHETUKMN 1 LIUTOrEHOMVKM MO3ra MMEHU npodec-
copa [0.B. IOpoBa nHcTUTyTa 6MONOrM4ecKon
ncmxunatpum ®IrbY «HL| ncnxmyeckoro 3nopoBbsi»,
npodpeccop kadeapbl MEANLMHCKON reHETUKN

Oreoy Ano «PMAHMO» MuHsgpasa Poccun,
Mocksa

NS Omuntpun

‘ - AHaTonbeBunY

w MOPO30B
[A.M.H., npodheccop, ampektop HUKWN negnatpumn
nmeHun akagemuka t0.E. BenbTumwesa
1 3aBenyoLwmin kKadeapon MHHOBaLMOHHOW
neavaTpuu u OeTckon xmpyprum NHctutyTa
HenpepbIBHOrO 06pa30BaHNsA 1 NPOECCUOHANBHO-
ro passutua ®rA0Y BO «PHUMY
um. H.W. Munporoea» MuHappasa Poccuw, rmaeHbin
BHELUTaTHbIN AETCKUIA crnieuuanmcT-xmpypr
Mwunspgpasa Poccun, Mocksa

CMEHA KOHLUENUMn

be3ycioBHO, aKTyajlbHble KOHI[eIIUU
TIOVMICKA TeHeTUIeCKUX IPUYUH Oote3Hel
y metell 2¢PeKTUBHBI, KOIZIa peub uzeT
00 ompezieJIeHHOM reHeTUYeCKoM 3aboJte-
BaHUU WU cuHApoMe. PakTyecky 3agada
MOUCKa CBA3U reHeTU4YeCKUuX e eKToB
C KJIMHUYeCKUMU IPOSABIeHUAMU CBOJUTCA
K CPaBHUTEJIbHOMY aHAIN3Y BbIABIEHHBIX
MYTaI[U# C TEMU, YTO y:Ke paHee ObLIU
OoOGHapy:KeHbI B KaueCcTBe aCCOITUMPOBAaH-
HBIX C IIOAOOHBIM IIATOJIOTUYECKUM COCTO-
SIHUEM, a TaK)Ke ObUTU OIMCAaHbI B HAYIHOM
JTepaType Wil UHIeKCUPOBaHbI B CIIeIU-
ATM3UPOBAHHLIX 6a3ax JAaHHBIX. AJIbTED-
HATUBHBIN IOJXOJ K OIIpeJieJIeHUI0 11aTo-
TeHHOCTH T€ HOMHbBIX MU3MeHEeHU OCHOBaH
Ha pacIIupeHHOM GHOMH(POPMATHIECKOM
aHAIM3e TOUIeACTBUI N3MeHeHUI ocIe-
poBarenbHocTu JHK. Kak npasuio, oH
IIPUMEHAETCA IPU OOHAPYKeHUs paHee
HEeOITMCAaHHBIX MyTalluil U XPOMOCOMHBIX

AQHOMAJIMM, 3aTParMBaIOIIX HECKOIBKO WX
Ja>Ke HeCKOJIBKO JIeCATKOB TeHOB O HOBpe-
MeHHO. bostee TOro, 3TOT IOAXOZ K OIIpefiesie-
HUIO IaTOTeHHOCTY TeHOMHBIX U3MeHeHUN
npefcTaBisaeTcsa Haubosee 3G GeKTUBHBIM
JULA OTIpeJie/IeHIA MOJEKYJIAPHBIX U KJIeTOY-
HBIX MEXaHN3MOB 3200JIeBaHI, IIOCKOJIBKY
TI03BOJIAET He TOJIBKO CLe/IaTh BBIBOJ, OTHO-
CUTEJIbHO BIUAHUA BbIABIAEMOU TeHeTU-
YeCcKOH BapHabeJbHOCTH Ha KIMHIYECKIe
TIposABJIeHNA 60JIe3HU, HO TAKXKe U OIIpefie-
JIATD IIPOIeCChI-KaHUAATHI 3a00IeBaHuUA,
BHeIIIHee BO3/ieMiCTBHe Ha KOTOpbIe MOXKeT
Jiedb B OCHOBY IIaTOT€HETUYECKOTO JIeYeHH.

Ba)XHO yTOYHUTB, 4YTO JaHHAA METOAO0JIO-
T'MA — OCHOBOIIOJIATAIOIAs I MOJIEKYJLAp-
HOU AMaTHOCTUKY reHeTUYeCKH 00y CIIOB-
JIEHHBIX PeTKUX (0p(aHHBIX) 32601 BaHUIH,
IpeuMyIleCTBeHHO CBA3aHHBIX C MyTa-
IUAMU B OJHOM TreHe (MOHOTeHHbIe CUH-
IpoMsl). TeM He MeHee, KOT/la BO3HUKaeT
IIOTPeOHOCTD ONIPeNeNINTh reHeTUIeCKIe
TIpU4IMHBI HefuddepeHIIPOBaHHBIX (OpM
HapylleHUA PasBUTUA LIeHTPAIbHON HepB-
Hoii cucteMbl — ITHC (yMcTBeHHasA oTCTa-
JIOCTB, ayTUCTUIECKHe PACCTPOMCTBA, 31K~
JIETICH) Y1 BPOXK/JeHHBIX IIOPOKOB PasBUTHUA
(BITP), MpUXOAUATCA KOHCTAaTUPOBATh, YTO
JVIarHOCTIYeCKYe IIPOLeyphl, OCHOBaHHbIe
Ha aKTyaTbHBIX KOHIICNIIIVAX IIOUCKA FeHe-
TUYEeCKUX IIPUYYH 3a060/IeBaHNA, He CTONb
9(pdeKTUBHBI U He II03BOJIAIOT B IIOJIHOM
Mepe HUAeHTUGUIUPOBATh KacKaJ, WIN
COBOKYITHOCTB ITaTOJIOTWIECKUX IIPOIeCCOB
B OpraHU3Me, BbI3BaHHBIX TeHeTU4eCKUM
JedeKToM.

[TpexCcTaBUTENN OT€YeCTBEHHON ITKOJIbI
MEeAVIITHCKOM TeHeTUKY BHe 3aBUCUMOCTHU
OT OOIEMUPOBBIX TEHAEHINHI U KOHBIOHK-
TYpbl HUKOTZA He OTPUIIATU CyIeCTBO-
BaHUe MeXXKJIeTOYHOU BaprabesbHOCTH
reHOMa (00mmell COBOKYITHOCTU reHeTHhye-
CKOT'0O MaTepHajia) B OpraHU3Me YeIOBeKa,
CUUTAasA, YTO B HEM BCerjia MMeeTCs olpesie-
JIEHHOe KOJIMYeCTBO KJIETOK C TeHOMHBIMU
HapyUIeHUsAMHU, yBeJIndeHrne KOTOPOTO
CITYKUT IPUYUHOM Pa3INYHBIX TaTOJIOTH-
YeCKUX MPOLIeCCOB HA KJIETOYHOM, TKaHe-
BOM, OPTaHHOM ¥ OPTaHU3MEHHOM yPOB-
HAX. [JoMIMO ITOMCKa MyTaIuii, KOTOpbIe
TIOPaXKaIoT BCe KJIETKU OPraHu3Ma, npu-
BOJA K Op(PaHHBIM WJIN OTHOCUTEJIbHO
penKuM 3a00JIeBaHUAM, CTABUIACh TAKXKe
3a/1a9a U3y4eHU: reHeTUIeCKUX (XpOMO-
COMHBIX) aHOMAIUH B OTAEIbHBIX KJIeTKaX
(comaTH4ecKut MO3aUI3M WIN TeHOMHEbIe
HAapyIIeHUA TOJIBKO B OIIPeZeJIeHHON 4acTu

KJIeTOK) JUIs1 IOHMMAaHUA UX POJIU B OTHUO-
JIOTUU Pa3JIUMYHbBIX 3200JIeBAHUU y AeTel.

Bosee Toro, 6bLIa BBIIBUHYTA TUIOTE3a
0 TOM, YTO eCJIM HapylleHUA reHoMa
B OTAEIbHBIX KJIeTKaX OrpaHUYeHbI OIlpe-
JleJIeHHOU TKaHBIO (TKaHecenuduaecKuit
MO3aULI3M WU TKaHecHenudpuiyeckas
reHOMHasI HeCTA0WIBHOCTD), TO UMEHHO
B Hel U OyAyT IMPOUCXOAUTH IAaTOJIOTHYe-
CKHe CTPYKTYypHble U QYHKIIMOHAJIbHbIE
usMeHeHUs. Tak, B cepuU OPUTUHATIBHBIX
PaboT POCCUTICKUX YUIEHBIX (B OCHOBHOM IO,
PYKOBOZCTBOM IIPO(HeCCOpPOB, 3aCTyKeHHbIX
nesaresnelt Hayku Poccuu F0pua Bopucosrya
IOpoBa u Ceemansbl I'puropreBHBI Bopca-
HOBOI1) ObLTO ITOKA3aHO, YTO COMATHIECKUI
MO3auIV3M U TeHOMHAs HeCTaGWIBHOCTb,
MOpaKaloliasa UCKIIOUYNTENIbHO KIeTKHU
TOJIOBHOTO MO3Ta (WIH JaXKe ero OTAeIbHbIe
006J1aCTH), IPECTABIAIOT COOOM YaCThIN
MeXaHU3M HelpofieTeHepaTUBHbIX U HEPBHO-
TICUXWYEeCKUX 3a00IeBaHUM Y JleTel.

Kak He CJIOXKHO AorafaThCsa, 3TU UCCIe-
JIOBaHUA IMPOBOJWINCH Ha ayTOIICUWHOM
MaTepuaje, 3aTPyAHAA OllePaTUBHBIN
nepexon oT pyHAaMeHTaIbHOTO OTKPHI-
THUA K pa3paboTKe MPaKTUIeCKUX IIpolie-
JYP 1A YIydIIeHUA COCTOAHUA NalueHTa.
BrocsiecTBUM OBUIO TaK)Ke BBIBUHYTO
IIPeJIIONIOKEeHNE O TOM, YTO ITOZOOHBIEe
TeHOMHbIe HapyIleHUs MOTYT ObITh CBS-
3aHbI He TOJBKO ¢ 3ab6omeBanusamu ITHC,
HO U C IPYTUMU COCTOAHUAMHU, aCCOIUU-
POBaHHBIMU C TKaHecnenudUIeCKUMU
MopdOoNOrnYeCKUMU U3MeHeHUAMY WIn
auchynkuuent, Hanpumep c BIIP. K coxa-
JIEHUIO, Pe3YJIbTaThI ITOOOHBIX HICCIeH0Ba-
HUH ObUIO TaK Xe CJIOXKHO TPAaHCIUPOBATh
B IIPAKTHYECKYIO (AMarHOCTUIECKYIO) ILIO-
CKOCTb, KaK U IIPOTeCTUPOBATh TUIIOTE3y
0 TOM, YTO TKaHecIerupuyeckue GopMbl
reHeTUYeCKOT0 MO3aulii3Ma U TeHOMHOM
HeCTaOWIBHOCTU MOTYT OBITh KJIIOUYEBBIM
3JIeMeHTOM IIaTOTeHeTU4YeCKOro KacKaza
npu BIIP.

HOBbIV Noaxon

Bce usmenwminocs, korga B HUKU Benbtu-
1eBa ABe IMIUPOKO U3BeCTHbIe B Hallel
CTpaHe U 3apy06eKoM HaydHbIe ITKOJIbI
JIeTCKOU XUPYPIUU U IUTOTeHETUKU 00D~
eIUHWWIN YCUINA, YTOOBI UCCIe0BaTh
HapylleHNe reHoOMa HeIloCpeJCTBeHHO
B TOM TKaHU, B KOTOPOI BO3HUKAIOT I1aTO-
JOornYecKue usMeHeHus mus-3a BIIP. DTo
TMOCJIY»KWIO CTapTOM U1 OPMHUPOBAHUA
HEeOpAVHAPHOIO aIbAHCA JeTCKUX XUPYPIOB

¥ MEeIUIVHCKUX ITUTOTeHeTUKOB (M3y4a-
IOIUX POJIb XPOMOCOMHOM IaTOJIOTUU
B 3TUOJIOTUU (oJie3Hel yeloBeKa). Bruro
PpellleHo IPOBEeCTU NapaUIe/IbHbIN aHAIN3
TeHOMHBIX/XPOMOCOMHBIX BapHUaIlUi B KJIeT-
KaX KPOBU M XPOMOCOMHOM IaTOJOTUU
B MHTPAOIIEPAI[OHHBIX 00pasIax y JeTei
C KPUIITOPXU3MOM U TUIIOCIIaIUe.

ITpu paspaboTke Au3aiiHa PaGOTHI HbLIA
Jle-(baKTo IpeJyIoyKeHa HOBasA KOHLENINA
TIOMCKa reHeTyecKkyx puanH BITP. [Tomumo
CyIIeCTBYIOIIEH CXeMbI IIOMCKA TeHeTUIeCKUX
JTepeKTOB B KJIeTKaX KPOBU ObUIA Pa3pabo-
TaHa MPUHIUIINAIGHO HOBaA, BKIIOYAIONIAA
MOJIEKYJIIPHO-ITUTOTeHeTUYeCKUM aHaINU3
MHTPAOIIEPAIMOHHBIX 00PA3IIOB /I BBISB-
JIeHU: TKaHecItel(pIIecKor XpOMOCOMHOM
HeCTaOWIbHOCTH. be3 JIOXKHOM CKPOMHOCTHU
MOXXHO YTBep:KIaTh, YTO CMeHa KOHIIeIITIY
TIOJTHOCTBIO ce6s1 onpaBiaia. [[pruMedaTesIbHO
TaK:>Ke, YTO UCCIeOBaHNN reHeTHIeCKUX
npuanH BIIP B TKaHU, B KOTOPOU HETIOCpe/-
CTBEHHO HAaOJIIOJIAI0TCS MTATOJIOTUYECKUe
M3MeHeHUs1, PaHee He IIPOBOAIIIOCh.

OT OPTAHU3MA K KJNNETKE

CerogiHsa IIOUCK MyTaIlul (TfeHHBIX U XPO-
MOCOMHBIX), BbI3bIBaroImux BIIP, ocymect-
BJISIETCSI B OCHOBHOM C IIOMOIIbIO TeHOM-
HBIX TEXHOJIOTUH, KOTOPbIEe He ITO3BOJIAIOT
WCUIENOBATh OT/eIbHbIE KJIeTKN OpraHu3Ma.
VcxmouyeHue pefcTaBigeT KIacCIecKu
IIUTOTeHeTUIeCKUH aHaJIu3, B X0 e KOTO-
POro usydaeTcsa CTPYKTypa U YUCJIO XPO-
MOCOM OTAENbLHBIX KJIETOK II0l CBETOBLIM
MUKPOCKONOM. OTHAKO JAHHBIA MeTO[
uMeeT He0OJIbIIoe pa3pelleHye, He M03B0-
JIAAA UeHTU(PUIMPOBATh MHOXKECTBO XPO-
MOCOMHBIX MyTanuii. TeM He MeHee OH
Heo0X0AUM (2 TOuHee, He3aMeHUM) LIS
BBIABJIEHUS T€HOMHOM HeCTaOMIbHOCTH,
TIPOABJIAIOIIENCSA B BUIe U3MEHEHU YUCIa,
CTPYKTYPBI 1 MOP()OIOIUU XPOMOCOM (XpO-
MOCOMHOI HeCTaOWIbHOCTH).

AHeymonaus (HaIU4ve JOIOJIHUTEeNb-
HOM[IUIITHet XpPOMOCOMBI WIM ee IOoTeps
B KJIETKe) TIPeJCTaBIAeT COO0M, TO-BUU-
MOMY, CaMyI0 PAaCIIPOCTPaHeHHYI0 hopMy
COMaTHU4YeCKNX MyTalliii 1 TeHOMHOM He-
CTAaGWILHOCTHU y YeJIOBeKa, U aCCOLUUPY-
eTCs C MIUPOYANIIUM CIIEKTPOM GoJte3Hel
OT OHKOJIOTUYEeCKUX /0 ayTOUMMYHHBIX,
OT TeHeTUYEeCKUX CUHAPOMOB C MYJIBTH-
CHCTeMOU maTojoruei xo 6ecmionus,
OT HelipoJlereHepaTUBHbIX 10 UMMyHO/le-
¢punuTHBIX. HeymuBUTEIBHO, YTO COMATU-
YeCKas reHeTHKa (M3y4YaroIasa reHeTmde-
CKUe M3MEeHEeHUA B COMaTHYeCKUX KIeTKaXx)
B IIePBYI0 ouepesb (HOKyCHPyeTCsa Ha STOU
dbopme HapyIIeHUA CTAOWIHLHOCTH TeHOMAa
¥ XPOMOCOMHOM ITaTOJIOTUH.

[Ipu usyyeHuU 3a60JIeBaHUN, CBA3aHHBIX
C HeCTabUILHOCTBIO TeHOMA, HeJoCTa-
TOYHO Pe3yJIbTATOB TOJIbKO IIOJTHOT€HOM-
HOTO CKAaHWUPOBAHUA HA IIpeMeT MyTa-
LU, KOTOpOe OCyIIeCTBIIAeTCA Ha OCHOBE
a”anau3a CpeHeCTaTUCTUYEeCKOro TeHOMa,
CJIOKeHHOTO U3 ITOCIef0BaTeJbHOCTe
JHK HeCKOJbKUX COTE€H ThICAY KJIETOK.
14 yCIlelTHOTO oIIpeJieleHUA MOJIeKY-
JIAPHBIX U KJIETOYHBIX MeXaHU3MOB KJIU-
HUYEeCKUX IPOSABIEHUN 32001 BaHUS
HeoOXOIMO TaK)Ke IPUMEeHATb MeTO/TbI,
O3BOJIAIOIINE JeTeKTUPOBATh Hapylle-
HUS TeHOMa B Pa3JIMYHbBIX TKAHAX (TUIAX
KJIeTok). Ha coBpeMeHHOM 3Tane pa3Bu-
THUS MeIUITMHCKOU TeHeTUKH coYeTaHue
U3y4eHUs TeHOMa OTAEJbHOTO OpraHru3Ma
BMeCTe C aHAJIM30M I'eHOMHOM ITaTOJIOTUU
(HeCTaGWILHOCTH) B OTJIeJIbHBIX KIETKaX
3TOTO JKe OpraHu3Ma fABJIAETCA He CTOJIBKO
OPUTHMHAIBHBIM AM3alHOM UCCIel0BaHUA
B obsacTu QyHAAMeHTAIBHOU GroMeau-
IVHBI, CKOJIBKO AUATHOCTUYECKOM MoTpes-
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PucyHok. CxemaTtunyeckoe nsobpaxeHve npegniaraeMoro nogxona K noucky reHetmye-
CKux npuynH BIP:

1) nonyyeHne MHTpaonepaumoHHbIX 06pa3LoB;

2) NnogroToBkKa MHTpaonepaunoHHoOro obpasua ons NpoBeAeHNs FTEHETUYECKOro (MOSIEKY-

NAPHO-LIMTOreHeTUYEeCKOro) nccrieqoBaHus;

3) nony4eHne KNETOYHON CyCMEeH3MM U3 MHTPaonepaLnoHHOro o6pasua;

4) conoopecueHTHasa rmépuamnsaums in situ (Ha MMKPOCKOMUYECKOE CTEKO HAHOCUTCS
KneTto4Has cycneHaus n JHK-3oHa ons npoBegeHns peakuum rubpuansaumm npm

TemnepaTtype 37 °C);
5) MMKpOCKONUYecKni aHanms;

6) BbISIBNIEHNE FTeHOMHO NaTonorun (HanuymMe [OMNONHUTENbHBIX YHACTKOB XPOMOCOM —

3€eMeHbIX U KPaCHbIX CUTHANOB B KIIeTKe >2);

7) no pesyneratam peLlaeTcs BOMPOC O HEO6XOAUMOCTM AaSlbHENLLIEro MOSEKYNAPHO-LN-
TOreHEeTUYECKOro U LUTOreHETUHECKOro MOHUTOPUHIa ANs CBOEBPEMEHHOMO BbISIBIEHNS

MOBBILLEHHOrO YPOBHS FEHOMHOW/XPOMOCOMHOWM HECTAOWIBHOCTM C Liefbio NPOMNaKTm-

K1 OCJIOXXHEHWUIA UMW Pa3BUTUS XPOHUYECKUX 3a601eBaHUN.

HOCTBhI0. ONTUMANTBHBIN CIIOCO6 Ompe-
JeyleHUs TKaHecnenupudeckux ¢opm
TeHOMHOM IaTOJIOTUY — aHAJIWU3 UHTPa-
OIlepallMOHHBIX 06pa3noB. TakuMm o6pa-
30M, aJbSHC XUPYPrOB U reHEeTUKOB,
HeCMOTPAA Ha CBOI0 HEOPJUHAPHOCTb, CTAJ
Pe3yJIbTaTOM eCTeCTBEHHOTO Pa3BUTHA OTe-
4yeCTBeHHOU MeJUIIMHCKON HAayKH, CTa-
BAIIEN epes cO60i aMOUITNO3HbBIE IIeTN
orpesiesieHVs IPUYUH U Pa3paboTKU MeTo-
JIOB JIeYeHU IeTCKUX O0Ie3He, IPOrHo3
Te4eHUA KOTOPBIX BBINVIAAUT TyMaHHBIM
WIN Ja)Ke MIONIePCIIeKTUBHBIM.

UCCNEQOBAHMUE = AUATHOCTUKA
Crnernuduka reHeTUYeCKOUN TUATHOCTUKY
TaKOBa, YTO OOJBIIMHCTBO Hauboee

TMOIYJIAPHBIX TEXHOJIOTUN OIpe/iesIeHU
IIaTOTeHHBIX TeHOMHBIX HapYIIeHU U Xpo-
MOCOMHBIX aHOMAJIHH TpebyeT CyIIecTBeH-
HOTO HayYHO-UCCIeA0BaTeIbCKOIO OIIbITA
B 00JIaCTU MOJIEKY/IAPHOM TeHEeTUKH, I[U-
TOTeHeTUKU U[WIn GMOMHPOPMATUKU
(cmcTeMHOY reHOMUKM). MeXy IOHATU-
AMU «IJUTOTeHeTUYeCcKoe UCC/IeloBaHue»
U (IIUTOTeHeTIYeCcKas AUATHOCTUKAY MOXKHO
IIOCTaBUTH He TOJBKO 3HAK PaBEHCTBaA,
HO ¥ TOXKAECTBA, YTO TAK)Ke CIIPABeJINBO
U 111 MOJIeKY/IAPHO-IIUTOTe HeTUIeCKoro,
MOJIEKYJIIPHO-TEeHETYeCKOT0, GOonH(Op-
MAaTHYeCKOT'0 MCCIe0BaHUA-TUATHOCTIKIL.

C OZHO¥I CTOPOHBI, 3TO CO37aeT 6OJb-
MIYI0 CJAOXHOCTh NPU YHUDUKAIIUU

JUAArHOCTUYIECKUX IIPOLIeAyp U BHEJPEHUA
AJITOPUTMOB MAaIIMHHOIO O0yYeHUs 1A
MOBBIIIEeHNA IPOAYKTUBHOCTH, a C ApPyY-
roii — 1o3BoJIAeT B paMKax IIpOBeJleHUs
MOJIEKYJIIDHOM JMAaTHOCTUKU ITOJIy4aTh
MHGOPMALIMIO, KOTOPYIO He TOJIbKO MOYKHO,
HO ¥ HY’KHO HCIIOTb30BaTh I Pa3pabOTKU
HAay4YHO-0O0CHOBAHHOM TaKTUKHU ITaTOTeHe-
THUYeCcKoro JiedeHuA. OTCyTCTBUE 3HAHUHN
0 TAKOM KJTI0YeBOM 3BeHe ITaTOTeHeTUYeCKOTO
Kackazia 60y1e3HH, KaK TKaHeCTreIuaecKas
reHOMHas (XpPOMOCOMHasI) HeCTaOMIIBHOCTb,
He II03BOJIAeT OCYIIeCTBUTh KOPPeKTHOe
BezeHue nanueHTa ¢ BIIP, a Takke nmpodu-
JIAKTHKY TTOC/IeOTIePAIIIOHHBIX OCIOKHEHUIA,
Hea(p(PeKTUBHOCTH JIeKapCTBeHHOI Tepanu
¥ Pa3BUTHA XPOHUYIECKUX 3a00IeBaHUI
(HampuMep, repMUHOTEHHbIX OITyXOJIel, acco-
LIIMMPOBAHHBIX C TOPOKAMU Pa3BUTHA IOJIO-
BOU crcTeMbl). Harrmu mccrieroBanms B oGiia-
CTY COMaTH4eCKOM T'eHeTUKY KPUIITOPX13Ma
Y TUIOCIIAJUM ITOKA3AIU, YTO XPOMOCOM-
HadA HeCTaOWIBHOCTh B BU/Ie AaHEYIUIONVY
accommupyetcs ¢ sTumu BIIP. Tor dakt, 9to
CyliecTByeT (haKTUIeCKas He0OXOAMMOCTh
AHAIN3a HeCTAaOMILHOCTH TeHOMA B MHTPa-
OITepaIIOHHBIX 00Pa3Iax, JIeT B OCHOBY pas3-
paboTKY 1oXoa K IOMCKY TeHeTIIeCKIX
npuyuH BITP (puc.).

ITpaKTUYeCKUM Pe3yJIbTaTOM HCCIIe[OBa-
HUA CTaJI0 IOHMMaHUe TOro, YTO JeTAM,
V KOTOPBIX BBIABJIAETCSA XPOMOCOMHAA
HeCTabWIBHOCTD B KJIETKAX KPOBU U MHTPa-
oIlepanmuoOHHBIX 06pa3nax, Tpebyercsa
MOJIEKY/IAPHO-ITUTOTeHeTUYeCKUM U ITUTO-
reHeTUYeCKUI MOHUTODUHT JIs1 CBOeBpe-
MEeHHOTO BBIABJICHNUA yBeIIMYeHNs YPOBHEH
TeHOMHO/XPOMOCOMHO HeCTaOIFHOCTH
U IPOPWIAKTUKY OCJIOXKHEHUN WIN Pa3BU-
THS XPOHUYECKUX 3a6oseBanuil. [Ipu HaIu-
4y crrenuduieckux GopM XpOMOCOMHOMU
HeCTaOWIbHOCTH (AaHEYIUIOUJUM) TOJIBKO
B KJIETKaX UHTPAOIEPALVIOHHBIX 00Pa3LioB
COOTBETCTBYIOIINN MOHUTOPHHT 3aTPyJHEH.
OpHaKO MBI IUITAHUPYeM HCCIIe[JOBaHYe JULA
oIIpeJieIeHIsI MapKePOB B BUZle HAPYLIeHVA
TeHHBIX CeTell, 00eCIIeYNBaONINX COXPaH-
HOCTh CTaOUIBHOCTU T€HOMA, KOTOPhIE

MOTYT OBITH UCIIOIB30BAHBI I TPOSACHEHUS
MOJIEKYJLAPHBIX U KJIETOUHBIX MEXaHHU3MOB,
a TaK)Ke CBOeBPeMEeHHOI0 BMellaTeIbCTBa
JULA IpeIoTBpalIe s Pa3BUTUA XpOHUYe-
CKUX 3a00/IeBAaHUI WIN TKaHeceudude-
CKO1 JlereHepaliyiy. Ba;KHO OTMeTUTh, 4TO
BBIABJIEHYE TKaHecnennduieckol XpoMo-
COMHOI HeCTaGMIBHOCTH OCYIIeCTBIIAETCS
C ucnoirp30BaHueM HabopoB JJHK-30H10B
Ui GIII0OPeCeHTHOW TUOPpUAN3aIUA
in situ Y3 OPUTMHAIBHOM KOJUIEKIMY HAIITIX
J1aGOpaTOPUIA, TO €CTh 3aBUCUMOCTD OT MHO-
CTPaHHBIX IIPOU3BOANTENIEN CBeJleHa K MU-

HEMyMY.

ITOCKOJIbKY pe3yJbTaThl FeHeTUYeCKOU
JUATHOCTUKY aKTUBHO UCIIOIb3YIOTCA I
olpefie/ieHUA MOJIEKYJIAPHBIX M KJIeTOYHBIX
MEeXaHU3MOB 3a00JIEBAaHUM, a TAK)KE NMEIOT
KPUTHUYECKOe 3HaUYeHUe JIJIA pa3paboTKu
TaKTUKU [TIaTOTeHeTUYeCKOTo JiedeHU, He-
VKJIOHHO PacTeT ITOTPeOHOCTH B CIIEITHAIH-
CTax, YCIIEIITHO COYeTaoNTUX KOMIIeTeHIINI
B 00J1aCTU MeJIUKO-OMOJIOTUIECKIX UCCIe-
JIOBaHU (TeHeTUKa) U KIIMHUYeCKUX JVC-
LUIUIMH (feTcKasd xupyprus). CerogHsa ectb
BO3MOKHOCTb CTaTh TAKUM CIIEIINAINCTOM
B paMKax JIOIIOJTHUTENbHOIO ITpodeccro-
HAJIBHOTO U MOCIEBY30BCKOTO 00pa3oBa-
HUA (IOBbIIIeHNe KBUIN(PUKAITUY U aCIIu-
PaHTypa COOTBeTCTBeHHO). bosee ToroO,
€XeTrofHO IIPOBOJATCA HeCKOJIIBKO OTeye-
CTBeHHBIX HayYHbIX KOHI'PECCOB U KOH(pe-
PEeHIUH, a TAaK)Ke HayJYHO-IIPAKTUIeCKUX
MepOIIPUATUU, KOTOPBIE JAIOT BO3MOK-
HOCTB 00Jiee IeTaTbHO IOTPY3UTHCA B IaH-
HyI0 Ipo6JIeMaTUKy. B 4acTHOCTH, TaKUM
MepOIPUATUEM ABJIAETCA POCCUIICKUI KOH-
rpecc umeHu akagemuka l0.E. Bersrumesa
«/IHHOBallOHHbIE TEXHOJIOTUU B Ileina-
TPUM U JeTCKOM Xxupypruu. B 2025 rogy
OH IIPOMAET B 24-i1 pa3 22-24 OKTAOPs
B oTesie «Xonuael MHH» B COKOJILHUKAX
(Mockga, yn. PycakoBckad, 1.24). Ha KoH-
rpecce CUCTEMHO OOCYKIAIOTC UCCIIeNOBa-
HU BO BCeX 00J1aCTAX [TeUATPUU U IIPAK-
TUYeCcKUe aclleKThbl IPUMeHeHUA HOBBIX
TIOZIXOJI0B K ITOMCKY TeHeTUYeCKUX IIPUINH
PAa3IMYHBIX 3a00JIeBAHUI Y JeTell. Q

OPDOAHHbBLIE SABOJIEBAHNA

. [eHnc
~ Brnagummnposnu
~/ KOBAJIEB

.M.H., npocbeccop kadenpbl OHKONOrnK,
remMaTonorum n ny4eson Tepanum MHctutyTa
maTepuHcTBa 1 getctea @AY BO «PHUMY

um. H.W. MNuporosa», MuHagpasa Poccum, Mocksa

[lpuuenbHoOe nonagaHue:
TapretHas Tepanus !
HenpobnacTomMbl y OeTeu

Hevipobriactoma (Hb) — 3nokadectBeHHoe HoBoobpa3osaHue (3HO), pa3BuBaroLeecsi N3 KIeToK-NMpeaLIeCTBEHHUKOB
cnmMnatmnydeckovi HepsHou cuctembl (CHC). Ha gono atovi caMori HacTovi 3/10Ka4€CTBEHHOM SKCTpaKpaHUaibHOM COMMAHOM
Oryxosim JETCKOro Bo3pacrta (M Hamboriee pacripocTpaHeHHoro 3HO y HOBOpOXAEHHbIX 1 MnageHUeB) rpuxogutcs 7—-8 %
Bcex SHO y gerevi fo 14 net. HoBoobpa3oBaHWsi MOryT BO3HMKATL B OPHOLLIHOM MOSIOCTU, MPYAHOM KIIETKE, LLEe, Tady, pexe —
B rosioBHOM moare. Kaxabii rog B Poccnn HBb gnarHoctupyrot y 300—350 getevi rnpuy ee pacripocTpaHeHHOCTH B negmuatpu-
YeckKou nonynsumm ogmH criydav Ha 100 Tbic.

MYTALIUA CYNPECCOPOB

DTa BBHICOKO3JIOKavYeCTBeHHasa d3MO6puU-
oHanbHaA omnyxonb CHC, Bo3HUKawmasa
B IIPOI[ecce BHYTPUYTPOOHOTO Pa3BUTHUA WA
paHHero NOCTHATAJIbHOTO Ieproa KU3HU
U3 Helpo6IaCTOB HEPBHOTO rpebHs, BCTpe-
YaeTcs ITIaBHBIM 006pa3oM y JleTel [0 IATH
snet. fudpdepeHnupoBka HeHPo6IACTOB

HapymiaeTcA M3-3a MyTallui ONpeeJleHHbIX
JIOKyCOB TeHOB-CyIIPeCCOPOB OIIyXOJIeBOTO
pocTa, 4TO BeJleT K HEKOHTPOJIUPyeMOH
nposudepanuu KIeTOK C pasBUTHEM 3JI0-
KadyeCcTBeHHOTro HOBoob6paszoBaHus (3HO).
HeliporeHHbIe OIIyXOJIY IPeoOIaZaIoT y Je-
Tel 10 5 JieT, cocTaBiiasa 80 % BcexX OIyxoJie-
BBIX 3a00JIeBaHUN, DU MeJaHe BO3PacTa

Ha MOMEHT IIOCTaHOBKHU JMarHO3a 22 MeCAIa.

Y ManpyukoB Hb Berpedaercs B 1,2 pasa varte,

4eM y IeBOYEeK.

Turmrynas tokammsanya Hb arenyrormasn:

e 35 % wly4aeB IPUXOAUTCA Ha HaAIIOYeY-
HUKU;

® 30-35 % — Ha cUMIIATUYeCKUe TaHIVIUU
(CT') 3a0pIOMIMHHOTO IPOCTPAHCTBA;

e 20 %—mHa CI' 3agHero cpefoCcTeHus;

e 1-5%—mna CI meu;

e 2-3 %—mwua CI majoro Tasa;

e wMeHee ueM B 1 % crydaeB Hb oGHapyxuBa-
eTCs B BUIOYKOBOI JKeJie3e, JIETKUX, II0YKe
U IpYyTUX OpraHax.

Oxonuanue Ha cmp. 12
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[fpumeHeHMe 60TYNOTOKCUHA TUna A
B JIeYEeHUU XPOHUYECKOU cnanopeu

VicTopusi npumeHeHns1 60TYSIOTOKCUHA [UT151 JIEHEHUST XPOHUYECKOU cuasiopen (M30bITOYHOIrO CIIIOHOTEYEHUS]) — 3TO SPKUK
rnpumMmep TeparneBTUHYECKOro PErno3nNLMOHNPOBAaHWS, Korga rpenapar, n3dHa4dasbHO co34aHHbIV /15 O4HOU Lesin, Haxoaut
ycreLLHoe MNPUMEHEHNE B COBEPLLIEHHO APYrov 061acTv MeaULNHBI.

- TatbsiHa
[puropbeBHa
OXAINKNHA

K.M.H. HeBponor, y4eHbin cekpeTapb HUKA
nepmatpumn nmenn akagemuka tO.E. Benbtuesa
®rAQY BO «PHUMY um. H.W. Muporosa»
Mwnspgpasa Poccun, Mocksa

AHTOHUMHA
4 BacunbeBHa
_ " TPUTOPbEBA

K.M.H., HeBponor HUKW neguatpum nmexn
akapgemuka [O.E. Benbtuwesa ®rAOY BO
«PHAMY um. H.W. Muporoea» MuHapgpasa Poccun,
MockBsa

3apeTa
7 KasbynatoBHa
- — TOPYXAHOBA

K.M.H., HeBponor, Bpay yHKLMOHaNbHOW
OVNarHoCTUKM, CTapLUUiA Hay4HbIn coTpyaHuk HUKIN
nepmaTtpumn nmenn akagemuka tO.E. Benbtuesa
®rAQY BO «PHUMY um. H.W. Muporosa»
MwuHsppasa Poccum, Mocksa

KNIOYEBBIE 3TAIMbI

1. OT A8a K 1eKapcTBy (1970-1980-e IT.)
BorynoroxkcuH tTuna A (BTA) usHadaibHO
N3BECTEeH KAdK OJVH N3 CaAMbIX CUJIBHBIX
TIPUPOJHBIX S/I0B, BHI3BIBAIOIINH TsKeI0e
MUIIEeBOe OTpaBjieHne — 6oTyIu3M. Mexa-
HU3M JeHCTBUA OOTYJIOTOKCHHA 3aKJTI0YAETCs
B IIPeCHAITHYECKO! BI0Ka/ie TPAaHCIIOPT-
HBIX GEJIKOB, 06€CTIeYNBAIOIIVX TPAHCIIOPT
AIeTIIXOIVHA Yepe3 KaIbIVieBble KaHATHI,
YTO MPEAOTBPAIIAET BIGPOC ALIETHIIXOIMHA
B CUHAIITUYECKYIO IIesb (puc. 1).

B koH1le 1960-x — Havyasie 1970-x amepu-
KaHCKUM xupypr-opranrbsMosnor AnaH CKOTT
U3 (poH/a IIA3HBIX UCCIeA0BaHU CMUTa —
KetrBeywna B Can-®paHIMICKO Hadal SKCIIepy-
MeHTBHI 110 IPUMeHEeHUIO OOTYIOTOKCIHA IJI
JiedeHVIsI Kocoriasus. B 1973 rozy oH oryommm-
KOBAJI pe3yJIbTaThl IIePBbIX OIIBITOB Ha IIPU-
martax. B 1977 rofy Ha4anvch KIMHAYeCKUe
ucuienoBanuA bTA non HazBaHueM OKymu-
HyM (Oculinum). B 1989 roxy YupasieHue
TI0 KOHTPOJIIO Ka4eCTBa IUILIEBbIX IIPOLYK-
TOB U JIeKapcTBeHHbIX cpecTB CIIIA (Food
and Drug Administration — FDA) omo6pmio
mperapar K IpUMeHeHUIO I HeXUPYypIru-
YeCcKoW KOppPeKIMH Kocomiasusd, Giredapo-
cIasMa, reMu@anagIbHOrIO Cria3Ma 1 CUH-
poma Melmka y B3pOCJIbIX ITAIIIEHTOB. DTO
3100 GyHJIaMeHTAIbHBIN TPUHITUIL
GOTYJIOTOKCHH MOKeT 6e30I1aCHO U JIOKATIbHO
PaccIabiIATh CIAaCTUIHbIE MBIIIIIBL

2. Pacmupenue oGracreli MpUMeHeHUA
(1990-e rT.)

B 1990-x rozax chepa mpuMeHeHU: 60TY-
JIMHOTEepaIliy Hayajla CTPeMUTEIBHO pac-
IMUAPATHCA. Bpauu 1 ucciefoBareny CTalu
TIPHUMEHATD ero i JIeUeHUA PasIudHbIX
HeBPOJIOTUYeCKNX PACCTPOMCTB, CBA3aH-
HBIX C MBIIIIEYHOU CIIAaCTUYHOCTHIO IIOCIIe
UHCYJIbTA, IJepBUKAJIbHOU AUCTOHUEH,
IIpY JIMIeBOM reMuciasMme. [lapaswieabHo
B 1992 roxy ¢paniysckuit Bpad YKau Kap-
Pepo CIIy4aliHO 3aMeTWI, YTO y alleHTOB,
KOTODBIM JIeJIAT UHBEKITUU OOTYIOTOK-
CYHA /11 KOPPeKLIMU MOPIIMH BOKPYT PTa,
YMeHBIIAIOCh CTI0HOTeYeHe. DTO HabJIIo-
JleHVe CTaJI0 OTIIPaBHOW TOYKOM 1A Liejte-
HaIlpaBJIeHHBIX UCCIIeAOBAHUM.

3. IlepBble HejleHaIIpaBIeHHbIe NCCIeN0-
BaHUA IIPU cUaIopee (KoHel 1990-x —
2000-e rT.).

[TepBBIe MIWJIOTHBIE UCCIEIOBAHNS UCIIONb-

30BaHuA bTA 11 1eyeHUA XpOHUYECKON

cuanopeu 6bUTY IIPOBeZEHbI Ha HeOOIb-

IIKX TPYIIIAX MAIEHTOB ¢ OoyIe3HbI0 [1ap-

KUHCOHA, GOKOBBIM aMHUOTPOPUIECKUM

ckiepo3oM (BAC) u eTcKUM 1epebpab-

HbIM napannydoM ([LII) — cocTroaHuaAMY,

IIPY KOTOPBIX CUAJIOPes ABJAETCA YaCThIM

U TOKeJILIM cuMIITOMOM. B mtoste 2018 roga

BTA 6bL1 omo6peH FDA 114 JledeHUs Xpo-

HUYeCKOU cHaJopey, a HECKOIBKO I103XKe

3aperucTpUpoOBaH B Poccuu mmo Tomy xe

IIOKAa3aHUIO Y JleTel ¢ ABYX JIeT U BOIIes

B KIMHUYeCKHe PeKOMeHJ AU II0 Jieye-

HUIO JleTell CO CTUHATbHOU MbIIIEeYHOMN

atpodueit (CMA).

KNACCUPUKALIUA CUAJIOPEUN
CrenryeT pasIn4aTh UCTHHHYIO U JIOXKHYIO
cuaopero.

HepsHoe
OKOHYaHue

HcTtuHHaA cHha/Iopesda, Wik runepcaau-
Balyid, COIIPOBOXAACTCA YBEIIMYECHUEM
IIPOAYKINM CJIIOHBI 1 BOSHUKAET I10 PAAY
IIPpUYINH:

1. IIpreM JieKapCTBEHHBIX IIPEIIapaToB

® HelIpOJIeNITUKY (TJIONIepu/iof, KJI03a-
TIVH, PUCIIePUIOH U OJIaH3aIlNH)

® [IpenapaTsl AUTHAPOKCU(PeHIITaHUHA
(L-moda) (armrpasoram, GyCITUPOH)

® AaHTUKOHBYJIbCAaHTBI (JIaMOTPHUAKUH,
KJIOHa3eIlaM, Kiro6azam)

® AaHTHU/ICIIPECCAHTHI (BeHIa(aKkCcH)

® CHOTBOPHBIE (3aJIeIUIOH)

® THTMOUTOPHI aLleTHIXOJIMHAICTEPA3bI
(puBacCTUTMUH)

® cepfiedHble INIMKO3U/bI (JUTOKCHH)

® TUIIOTeH3UBHbIE CPe/ICTBA (HU(DEIUIIVH)

® AaHTHMAPUTMUKHY (aMUOAAPOH)

® Ba30WIATATOPbI (IeHTOKCU(DIILUINH)

® MYKOJIMTUKY (aMOPOKCOJT)

® AHTUOMOTHUKY (TeHTAMUIIUH, KaHAMU-
IVH)

® BO3IeMICTBHe TOKCHHOB (IIapbl PTYTH,
TIeCTULIV/IbI, 3MEeMHBIN A1, TAUIUM, Map-
TaHell, MBIITbSIK, TPUOBI)

¢ pochopopra"mraeckyie TOKCUHbI

2. dusnosorndeckyve NpUINHBL:
® BO3pacT 10 36 Mec.
® ITHATN3M GepeMeHHBIX

3. MecTHbIe IPOBOLMIpYIOIYie (DAKTOPHI:
® BOCTI&IUTEIbHBIE ITPOIeCChl B POTOBOM
II0JIOCTH
* MexaHU4YecKde (aKTOphI (HallpuMep
3yOHbBIe IIPOTE3bI)

JloxkHaa CuayIopeAa BO3SHUKACT 6e3 M3MeHe-
HUA KOJIMYECTBA CEKpeTa CJIIOHHBIX KeJjle3
BOI€ACTBUE PpALA IIPUYUH!

Mbiwa HopmanbsHoe AddekT
COKpalleHue 60TYyNOTKCUHA
CuvHanTnyecknii MbILLLbI

ny3bIpex

SNARE-
KOMIMJ1eKC
\
o © o o

(@) O

MbiLeyHas KneTka

ALETUNXONWUH

o
O  AueTunxonuH

| e (1

PeLI,erITOpr aueTunxonmHa

o

MbiweyHas kKneTka

PucyHok 1. MexaHnam gencTeus 60TynoTOKCUHA

1. KorHUTHBHBIN e QUIUT, KOTOPBIN IIPU-
BOJUT K HEBO3MOKHOCTY KOOPAMHAIIAY
TIporiecca IIOTaHuUsd;

2. AHaTOMUYecKue 0COOeHHOCTU POTOBOM
TIOJIOCTH;

3. C1abocTh GyIbOAPHOM TPYIIITHI MBIIIIII,

ITo faHHBIM MeXJIYHapOLHBIX UCCIeN0-

BaHMUI, PACIPOCTPAHEHHOCTD IIPOGIEMbI

JIOCTATOYHO BBICOKA Y JleTel:

1. C AIIT — 44-58 %, BO B3pOCJIOM BO3pac-
Te — 10-38 %;

2. Co CMA 1-ro Tuna — 90 % (He MoIy4aB-
IIMe IaTOreHeTHYeCKYIo TepaIuio);

3. Co CMA 2-ro u 3-ro TU1oB — 38 %;

4. Tpu 6one3nu [MapkuHCOHa — 70-80 %.

HecMOTpsA Ha KaXyIIyIOCA He3HAYUTeb-
HOCTB ITPO0OJIeMbI, XPOHUYeCKasA CHAIOpes,
BO3HUKAIOIIAA 110 JII000H IPHYNHE, MOXKeT
TIPUBOAUTD K PALY TAKEJIbIX OCTIOKHeHUN:

1. Hapy1eHue COMAIbHOTO B3aUMOZEHCT-
BUA;

2. Acnypanys, aclIMpanoHHbIe ITHeBMO-
HUY;

3. BogHO-3/1eKTPOJIUTHBIEC HAaPyIIeHNUA,
CBA3aHHBIE ¢ 00e3BOKMBAaHVEM H3-32 I10-
TepU KUJKOCTH, JEKTPOIUTOB U OeIKa
CO CJTIIOHOW;

4. 3aTpymHeHUe IIpueMa IHUINY;

5. PocT nH(pEeKIIMOHHBIX 3a00JIeBaHUN
BEepPXHUX JbIXaTeIbHbIX ITyTell (DUHUTHI,
raiMOPUTHI) ¥ POTOBOM ITOJIOCTH (CTOMa-
TUTBI, THHTUBUTHI);

6. NHGunpoBaHUe KOXHBIX IIOKPOBOB
U pa3BUTHeE JlepMaTUTa B 00JIaCTH PTa,
IIpyUyYeM IIPU BBIpAaXKeHHOU cuajopee
(runepcanuBanuy) MOXeT IIOCTPaZaTh
KOXKa PYK, TPyZY U IIIeU;

7. Matepanus Koxu;

8. YcyrybneHue [u3apTpuy;

9. HenpuATHBIN 3amax 130 pra.

noaxoabl K TEPANUU

J1a TedeHUA XpOHUYeCKOM cuajopey, BHe

3aBUCUMOCTU OT IIPAYUHBI €€ BOSHUKHOBeE-

HYsA, IPUMEHAIOTCS Pa3/IMYHbIe IIpernaparhbl:

1. Ilmukonmpposnart (paspelieH c 18 jet), ero
9(PeKTUBHOCTH COCTaBJIACT 10 Pa3HbIM
JTAHHBLIM 52-85 %;

2. [ImacTeIph CO CKOIIOJIAMUHOM"| THIOC-
OUHOM* 06JIa/IaeT JOCTaTOYHO HU3KOMU
9(pheKTUBHOCTBIO — 44-53 %;

3. BeustponuH* a¢dexTuBeH B 65-70 %
CIIy4aeB;

4. TpurexkcudeHUIWI pa3pelreH c 18 jerT,
addexTuBHOCTL — 33-85 %;

5. ATponuH, II0 JaHHBIM PaHJLOMU3UPO-
BaHHBIX KIMHUYECKUX UCCIelOBaHUN,
He I0Ka3aJI pa3JInyuA 110 CPaBHEHUIO
¢ wiaie6o;

. CKOIIoJIaMUHA THPOGPOMUJ], BKIIIOUEH
B «CIIMCOK ANOBUTBIX BEILECTBY, YTBEPK-
JeHHbIN [locTaHOBIEHVEeM IIPaBUTeNIb-
cTBa Poccuu ot 29.12.2007 1. N° 964.
JlaHHOE BeIeCcTBO OTPaHUYEeHO 1A Iepe-
MellleHUs Yepe3 TAMOXKEeHHYIO IPAHUILY
EBpasuiicKoro 5SKOHOMHUYeCKOI0 COI03a.

o))

* npenapam He 3apezucmpupogax ¢ PO
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PucyHok 2. [aumeHT ¢ XpoHUYeCcKomn
cunanopeen

CuHanTn4eckKum
ny3blpeK

&

'
MNogyentocTHas
xXenesa

PucyHok 3. AHatomMus CrIOHHbIX Xenes

, [MpoToku
& NoabA3bI4YHOMN (
OkonoyLlHas >Ken93b| \
xXenesa )

e

B 11€/10M MOKHO TOBOPHUTH O CJIAGOH JOCTYII-
HOCTHU IepOPAIbHBIX ITPeNapaToB U NX HU3-
Ko 3¢(eKTUBHOCTHU B JIeYeHUU CUATIOpeu,
YTO 3aCTaBJIAeT UCKATh APyTryue MeTOAbI Te-
pamuu. B 5T0i1 cBA3M Ha epBbIY IUIaH B JIede-
HUU XPOHUYECKOU cuasiopen BeIXxoauT BTA,
KOTOPBIY, KaK y»e TOBOPIJIOCH BBIIIe, 3ape-
TUCTPUPOBaH B PP 110 3TOMy OKa3aHUIO
y ZJleTel C ABYX JIeT ¥ BOILIeJI B KIIMHUYeCKHe
PeKOMeHIallNH 110 JIedeHUIO ITefiriaTpude-
CcKux mareHToB co CMA. B rmocienHue nATh
JeT 9yepe3 HUKV numenu Bespruinesa 1mnpo-
wIo 6osee JBYXCOT AeTel C XPOHMYeCKOU
cuanopeei, nmosyduBmux jedyenue BTA.
O6mas 3¢ heKTIBHOCTS coCTaBwIA 92 %, UTO
CyILleCTBEHHO MpeBbIIaeT 3((OEeKTUBHOCTD
TepOpaIbHBIX NIPEIapaToB.

HpenapaT BBOAUTCA HEIIOCPEACTBEHHO
B OKOJIOYIITHBIE U IIOAYE/IIOCTHBIE CJIIOHHBIE

MogbAsblyHas
xenesa

MpoTtok
noa4ventocTHoOM
Xenesbl

OCHOBHBbIE NMPEMMYLWECTBA BOTYJINHOTEPATNUN

1. Bbicokas apHEKTUBHOCTb — 3HAYUTENBHOE CHVXXEHNE BbIPAXKEHHOCTUN

cuasnopem.

2.  MuHumanbHas MHBa3UBHOCTb — npouenypa BbINoJIHAETCA aM6ynaTopHo.

O6paTMMoCTb AeNCTBMS, YTO OCOBEHHO BaXHO B NEANaTPUHECKON NPaKTUKe.

4. VYny4leHune Ka4ecTBa XXN3HN — CHKEHWE Harpy3Kin Ha YXaknBatoLLmX,
MWHMMU3aUMs MaLepaLyn KOXM, yry4lleHne coumanM3aumm pebeHka.

PucyHok 4. OkonoyLuHas CrtoHHas
Xenesa

’KeJIe3bl (PHC. 3) IO, KOHTPOJIEM YJIBTPa3ByKa
(mo BBemeHMA — PUC. 4, TOCJIe — PUC. 5).

Ucnione3zoBanue BTA 11 1edeHUA XpoHUYe-
CKOM cuanopen y geteli ¢ JLII u apyrumu
HeBPOJIOTUYECKVIMU PACCTPONCTBAMMU SBJIA-
eTCsI COBpeMeHHBIM U BBICOK03(h (P eKTUB-
HBIM CTaHJIAPTOM JiedeHU:A. MeToz, 103Bo-
JIsieT 06eCeYnBaTh MPOJOJLKUTETEHBIA
(B cpegHeM B TedyeHMe 3—-6 MecCALeB) KIU-
HU4YecKu 3 dexT.

Beenenue BTA mpencraBiifeT cOG0M MepCrek-
TUBHBIN U 3()(HeKTUBHBIN IOAXOZ, K JIEYEHUIO
XPOHUYECKOU cUaIopen y eTeil. VIHbeKIu

PucyHok 5. CTpenkon oTMe4eH BBEAEH-
HbI B OKOMTOYLLIHYIO CIIIOHHYIO Xenesy
60TYNOTOKCUH

GOTYJIOTOKCUHA UMEIOT MAaJIbII PHCK T060Y-
HbIX 3()(HEKTOB U MOTYT OBITH IIOBTOPEHBI
IpU HeOOXOAUMOCTH. TeM He MeHee IIst
JIOCTIDKeHUA MaKCUMaIbHOM 3 (peKTUBHO-
CTHU BRXXHO YIUTBHIBATh UHIVUBULYATbHbIE
0COOEHHOCTU K K/IOTO peGeHKa, UTO IT03BO-
JIsIeT TOYHee MOAOUPATH CXeMY JIEYeHUA
¥ ONITUMU3UPOBATH €10 PEe3YJIBTATHL

Taxum o6pasom, BTA MOXeT CTaTh BAXKHBIM
UHCTPYMEHTOM B apceHajle IeJuaTpoB
U IPYTUX CIEIUAINCTOB, PaGOTAIOMMUX
C IeTbMHU, KOTOPBIE CTPAZAIoT OT XPOHUYe-
CKOU CcuajJiopey BHe 3aBUCUMOCTHU OT IIpU-
YUHBI €€ BOSHUKHOBEHUA.

HESLOPOBOE HACJIEOCTBO

Anbda-1-aHTUTpUNCUHOBaA HeJOCTaTOYHOCTDb
B NpaKTUKe AeTCKOro racTpoaHTeponora

4| Oxonuanue, Hauano Ha cmp. 4

HJedunut o1-AT Bo3HUKaeT BCIeACTBUE
BapHaHTOB MyTanuii B reHe SERPINA1 (PI),
KOTOPBIM KOAMPYeT IPOAYKIIUIO 3TOTO
6eJiKa, a HapyIlIeHue ero CUHTe3a U Ipu-
BOJMT K YCUJIEHUIO IPOT@OTOKCUYHOCTHU
nedeHU. OCHOBHOU IPUYMHOM TAMXKEJIOr0
JIedunuta a1-AT ABIAETCSA TOMO3UTOTHBIN
naToreHeTU4YecKui BapuaHT PI*Z (reHo-
Tun PI*ZZ). ¥ 2-10 % HocuTese OH IIPOAB-
JIfieTcs B BUZIe HEOHATAILHOIO X0JIecTasa,
ay 20-35 % B3pOCIBIX — B BUJEe 3HAYU-
TenbHOTO (pubpo3a meveHu. Kak y gereit,
TaK U y B3POUIBIX MOKeT Pa3BUThLCA Tep-
MUHAJIbHAA CTAAVA 3a00IeBaHNA ITe9eHN,
TpebyioImas ee TPAHCIUIAHTAIUU. [eTepo3u-
TOTHBIM IIaToreHHbIN BapuaHT PI*Z (reHOTHIT
PI*MZ) aBngeTcAa NpU3HAHHBIM (PaKTOPOM,
U3MEHAIOIINM TedeHre 3a00IeBaHus.

Y HeKOTOPBIX HOBOPOXKJ@€HHBIX C FTeHOTU-
nom PI*ZZ BrIABIAeTCA HEOHATAIbHBIN
xoJiecTa3. Y Apyrux zerei 3abojieBaHue
Ie4yeHU JUATHOCTUPYeTCA II03Xe MpU
HAJIUYUY KINHAYECKUX IPU3HAKOB WIN
B pe3yJIbTaTe CeMeHOro 00CIeJOBAaHUA.
Y nmeteli c reHoTunoM PI*ZZ MoryT Ha6.II0-
JaThCA CUMIITOMBI CUCTEMHOTIO IIPOITecca,
TaKue KakK 3aMeJjIeHre POCTa, U IPOAB-
JIATHCA NPU3HAKU HapylIeHu QyHKIUU

Ie4YeHU JIETKOM U YMePeHHOU cTeneHu
TKeCTU. IHOTza y AeTel ¢ TeHOTUIIOM
PI*ZZ pa3BUBAIOTCA NPOrPeCcCUPYIOMUI
¢$ubpo3 nmeveHy, HUPPO3 U IIeYeHOUHAA
HeJ0CTaTOYHOCTb.

IIpaBWIBHBIN guaruos gepunura ol1-AT
BakeH 1A 3(pPeKTUBHOIO KIMHUYeCKOTo
HaOJIIOMeHUA Y TeHETUIECKOTO KOHCYJIb-
TupoBaHuA. OGHApyKeHUe 3a00IeBaHUI
eyeHU, BbI3BAHHBIX JepunutoMm o1-AT
y JleTeld, IOMOTaeT MPeJOTBPAaTUTh Pa3BUTHe
3a00JIeBAaHUIM JIETKUX B 3pEJIOM BO3PACTe.

CrnenuduyecKoro jJjedyeHus NIOpaKeHus
nedeHu npu gepunure o1-AT HeT — KaK
IIpaBUJIO, OHO CBOAUTCA K YCTPAaHEHUIO
OCJIO>KHEeHUH 3a001eBaHuA. B pefKux cry-
Yasax IporpeccCpoBaHye ITaTOJIOTMTIecKOro
nporiecca TpedyeT TI1, 4TO AaeT OTIMYHbIE
pesynbTaThl. Bee meTu ¢ AuarLosoM aedu-
uuTta ol1-AT JoJKHBI HAXOAUTBLCA IO
TIIATEeJIFHBIM HaOIIofeHUeM. [laneHThI
Y WIEHBI UX CEMbU JODKHBI OBITH IIpEAy-
IpeXx/aIeHbl 0 He0OXOAUMOCTHU 1306erarsb
KyPeHU:A, 03HAaKOMJIEHBI C J[PYTUMHU PEKO-
MEeHJAIlMAMHU U MIOJIy4aTh TeHeTUIeCcKoe
KOHCYJIbTUPOBaHUe, a TaKXe IIPOXOAUTh
TeHeTU4YeCKOe TeCTUPOBaHue.

[TOPOKW PASBTNA

JHAOCKONMMYeCcKana xoaHornjiactuka
6e3 NMPUMEeHeHUsA CTeHTOB Y HOBOPOXAEeHHOro

4 Oxonuanue, Hauano xa cmp. 7

PucyHok 4. Hopmanusaums HocoBOro
ObIXaHWa N cocaHus Yepes CyTKW nocne
onepaTMBHOIO BMeLlaTensCcTea

® TapIUaIbHAA 33HAA CEIITOTOMUS;
® pe3eKIUs aTpeTHYeCKOl MeMOpaHbI
U IUTaCTUHBI;

e bopMHpOBaHME CENTATLHBIX JIOCKYTOB
U X QuKcanusa B 00JIACTU CO3TAHHOMN
XOAHBI TIPU MOMOIIU GHOPA3IATaeMOro
MEeIUIIMHCKOTO KJIes.

Ha crepyromuii leHb pe6eHOK ObLI 9KCTY-
OMpPOBaH, HAYAJI ABINIATh CAMOCTOSATENLHO,
a yepe3 CyTKHU — CaMOCTOATEJIBHO COCaTh
COCKy U ObLT ITlepeBefieH Ha eCTeCTBeHHOe
nuTaHue (cMech). 1A JanpHelero BbIxa-
JKMBaHUA peOeHOK IepeBeJleH B OTAelle-
HYe HeOHATOJIOTUM U yXKe uepes3 HeJellio
BBIIIHCAH IOMOU B y/IOBJIE€TBOPUTEIHFHOM
COCTOAHUWH TP CAMOCTOATEILHOM JIbIXa-
HUY U IUTaHUU.

BAX Tpe0yeT paHHe TUATHOCTUKY U Jiede-
HUA B CIeIMaIU3NPOBAaHHBIX I[eHTPax.
TakuM 06pa3oM, COBpeMeHHbIe MHHOBA-
IIMOHHBIE TEXHOJIOTUU U pa3paboTaHHas
¥ BHeJ[peHHaA B KJIMHUYECKYIO IPAaKTUKY
MeTOJMKA SHJOCKOIIMYECKON 6eCCTeHTOBOMI
XO0aHOIUIACTUKHU C UCIIOJIb30BAHUEM Cell-
TJIBHBIX JIOCKYTOB U (GUOPUHOBOTO KJlest
II03BOJIA€T BOCCTAHOBUTH HOCOBOE JIbIXa-
HUe y JeTell a)Ke B IlepBble AHU XU3HU
U MOXXeT CJIYXKUTh aJIbTePHAaTUBOM TpaBMa-
TUYHBIM JIOCTYIIAM C IpUMeHeHVeM CTeHTOB
U TPaxeoCTOMUM.
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OP®AHHbLIE SABOJIEBAHIA

MNMpuuenbHoe nonagaHue:
TapreTHasa Tepanua HempobnacToMbl y aeTen

Oxonuane, HAUAN0 HA cmp. 9

MeTacTa3upyeT OILyX0oyb TUM(OTeHHBIM U Te-
MAaTOTeHHBIM IIyTAMHU, Yallle BCero Mopakas
TIeYeHb, JIETKHe, KOCTU U KOCTHBIA MO3T.

KNMHNYECKUE NPOABNEHUA
CumnTomsl HB pasHOOOpa3HbI U HecIlely-
(puuHBL: U3MeHeHUe OBeJleHUs peOeHKa,
CHIKeHUe ero aKTUBHOCTHY, YTOMJIAEMOCTb,
IIOTVIMBOCTb, IIOBBIIIEHNE TeMIIePATyPhI TeJa,
601 B 06/1aCTU I€PBUYHOU OIYXOJIU WJIU
MeTacTaTU4eCKUX O4aroB. Y JeTel Miafiie
JIBYX JIeT Jallje BCero BCTpe4aeTcs coueTaHue
TpexX CUMIITOMOB — yBeJIN4eHNe )KUBOTA, JIXO-
PaZiKa ¥ CHIDKeHHe Beca, a y 6ojiee cTapIux
HB 06bI4HO 3aABiAeT 0 ceGe GoIbI0 B IIOpa-
»KeHHBIX MeTacTa3aMU KOCTAX U B KUBOTe
IIPY €T0 3aMeTHOM YBeJIMYeHUH, 3aII0PaMU
U IBIXaTeJIbHBIMU HapymeHuAMU. O61muin
OITyXOJIEBBIM CUMIITOMOKOMILIEKC, KaK IIpa-
BWIO, GOPMUPYeTCs 32 HeCKOJIIBKO MecsAIeB
JIo obpalieHus K Bpady. [Ipy JJOKaIu3anuu
HB B 11eliHO-TPYJHOM OTZeJIe CUMITaTUIeCKOTO
CTBOJIa HA PAHHUX ee CTaANAX BO3HUKAIOT
OKYJIOCUMITaTUYeCKUi cuHApoM bepHapa —
TopHepa (1IT03, MU03, SHO(TAIBM, AUCTHAPO3
KOXKY JIMIIIA HA CTOPOHE ITIOPKEeHM), a TAKXKe
3aTpyJHeHVe JbIXaHUA U IoTaHusA. [lopaxke-
HYe 33/IHeT0 CpeJJOCTeHN:A BeJleT K IIOABIeHUI0
CyXOTO KaIlUIf, IbIXaTeIbHbIX PACCTPOUCTB,
nedopManuy rpyJHON KJIETKU, 4aCTOMY
cpeiruBa”uo. [Ipy a6JOMUHAIBHOM JIOKa-
JIN3anyy GeCIIOKOAT YacThle ITepUOYecKye
6OJIH B )KHBOTe, TIOHOC ¥ PBOTA Ge3 BUANMBIX
TIPUYMH, 3aII0PbI, 60JIb B HOTaX U pyKax. Taso-
Basd JIOKAJIM3AIUA BhI3bIBAET HapyIIeHue
(yHKIIMM COOTBETCTBYIOIINX OPTaHOB, OTEKU
HOT. Y ieTeli ¢ GOJIBITMY 3a0PIOIIMHHBIMU
OIyXOJIAMU OPOCAIOTCA B IVIa3a Pa3BUTAsA
ceTb ITIOIKOKHBIX BeH U Pa3BepHyThIe Kpas
IpyAHOU KIeTKU. [IpUsHaKM OTAaJIeHHBIX
MeTacTa3o0B OOHAPYKUBAIOTCA B BUZE 9K30-
(raspMa, KPOBOUIMAHII B OPOUTBI, OITyXOJIe-
BBIX Y3JI0B Ha rojiose. OIyxoseBoe IopaxeHue
HepeJKO COYeTaeTcs C MIOPOKaMU PasBUTHUA.

WurepecHo, uto HB He Bcer/ia BeneT cebs arpec-
CHUBHO, IIOPO¥ OHA MPOSABJIAET CIIOCOGHOCTh
K CaMOIIPOM3BOJIHOM perpeccu, TO eCThb cye-
3aeT Ge3 jtedeHysA. Tak GbIBAaeT y CAMBIX MAIEHb-
KHX [TAIIMEHTOB. A B HEKOTOPBIX CJIyIaAX KIeTKHU
HOBOOOPa30BaHMUA CAMU CO3PeBaloT (muddepen-
LIMPYIOTCA), ¥ TOIZA 3TOKAYeCTBEHHAA OITyXOJb
HeHpo6IacToMa IpeBpaIaeTcs B JO6poKaye-
CcTBeHHyI0 — ranmiroHespoMy (TH). [Tpu satom
HOBOOOPA30BaHYe IPOXOUT Yepe3 IIPOMEKyTOF-
HBII 3Tall — rAHIIMOHEHPOBJIACTOMY, COBMeIIa-
IOIIYIO0 B ce6Ge IPU3HAKU 3JI0KadecTBeHHOU Hb
U go6pokadecTBeHHOM [H.

CTAONUN PA3BUTUA

Kak u B ciiyyae gpyrux oIyxosei, pasBu-
THe HBb KnaccuunupyeTcs B COOTBeTCTBUU
¢ MexIyHapoAHOM CUCTeMOM ee CTafUpOBa-
HuA (International Neuroblastoma Staging
System, INSS).

Cragus I: JlokasmsoBaHHAA OIIyXOJIb, I1OJI-
HOCTBIO MOAJAIOIIAACA yIAJIeHUI0 XUPYP-

TUYeCKUM ITyTeM (BO3MOXHO, C MUKPOCKOIIH-
YeCKMMHU IIPU3HAKaMU OCTAaTOYHOU OIyXo-
Jn). OTCyTCTBYyeT IopakeHue JUM(QpOy3I0B
¢ 06euX CTOPOH TeJla, KpOMe ITPIUIeKAIIIX
K ITIepBUYHOM OITyXOJIU U yAATIeHHBIX BMecTe
C Hell: B HUX MOTYT COAepPKaThbCA OITyXOJIeBble
KJIETKU.

Crapus IIA: Jlokann3oBaHHasA OILyXOJIb C BO3-
MOXXHOCTBIO yJaJeHUs OOIbIei ee 4acTH.
OTCyTCTByeT nopaxkeHue JUMGpaTUIeCKUX
y3JIOB, He IPUMBIKAIONUX K IepPBUYHOMY
odary, ¢ 06eux CTOPOH.

CraguA IIB: OfHOCTOPOHHSAA OILyXOJb C BO3-
MOXXHOCTBIO ITIOJTHOM MaKpOCKOIIMYeCKON
Pe3eKIUY WK yAaJeHusA OOoJbIIel ee YaCTH.
EcTp MeTacTaT4eckoe opaxeHue IMMQaTu-
YeCKHUX y3JI0B Ha cTopoHe Hb.

Cragus III: Hepe3ekTaGenbHass OJHOCTO-
POHHSAA OIyX0Jb, MHQWILTPATUBHO PaCIpo-
CTPaHAIOIIAACA 32 CPEJHIO0 JIMHUIO, TO €CTh
Ha IPOTUBOIIOJIIOKHYIO CTOPOHY TeJjla C MeTa-
CTaTUYEeCKUM IOPAKeHUEeM OJIM3JIeKAIIIX
JIUMQaTUYeCKUX Y3JI0B WIN 0e3 Hero; Win
OZHOCTOPOHHASA OIIYyXOJIb C MeTAacTa3aMu
B JIMM(OY3JIaxX C IPOTUBOIOIOKHOM CTOPOHBI;
WIU CPeIMHHAA OIyX0JIb C MeTaCTa3aMU B JIUM-
(aTuyeckue y3ibI ¢ 06eMX CTOPOH.

Craausa IV: PacnpocTpaHeHHasA OIyXOJb
C OTJJIEHHBIMM MeTacTa3aMu B IuMpaTmde-
CKUX y3JIaX, KOCTAX, KOCTHOM MO3Te, IIeYeHN
U IPyTUX OpTraHax, KpoMe CIy4aeB, OTHOCHA-
muxcs K craguu IVS.

Cragus IVS: Jlokanu3oBaHHaA IepBUYHAA
OITyXOJIb (KaK U Ha cTafysax I, IIA vu I1B) ¢ juc-
CHMUHAIVeH B ITe4eHb, KOXKY U[WJIN KOCTHBIA
MO3T' y leTell MyIaJiIie rofa.

IIporHo3 3a601eBaHUA 3aBUCUT OT €r0 CTaZluu
¥ Bo3pacTa peGeHKa (y COBCeM KPOX OH 3a4a-
CTyI0 OJIaroNpusATHee, YeM y ieTel IoCTapiile),
a TaK)Ke OT TeHeTYeCKUX XapakTepucTuk Hb
¥ JIOKIM3allY IepBUYHOTO o4ara. bosbmus-
CTBO JeTeli ¢ I-II cTamuaAMu OIyXoseBoro Ipo-
I1ecca U3J1e4rBaioTCsA, HO IIPU IO3/IHe  ArarHo-
CTHKe (KOTOpas MOKa IpeobiajaeT Ha| paHHel)
TIPOTHO3 He CTOJIb GaronpusiTeH. Y 60IbHBIX
¢ IV ctagueit HB naTtuieTHsA BBKUBA€MOCTD
coctanirieT 40-50 %. OMHAKO ¥ OHA IIOCTeTIEHHO
pacreT Gyiarofapsi COBpeMeHHbIM OIILIUSAM Jieye-
HuA. OTAETFHOTO YIIOMIHAHUSA 3aCTyKUBAIOT
MJIaJIeHIIbI co cTaauelt [VS. laxke py HATMIMU
OTAAJIEHHBIX METAaCTAa30B IIAaHChI HA BEDKHBA-
HYe Y HUX BBICOKY, U 9TO BHYIIAET OITTHMU3M.

OWArHOCTUYECKWUIN MNOUCK

CorjiacHO OoTe4YeCTBeHHBLIM KJIMHUYeCKUM
PEeKOMeHAAIYAM, HAYMHAIOT €ro ¢ 00IIero
¥ OGHOXMIMIYECKOT0 aHAIM3a KPOBY, a TAK)XKe
oIpezeseHUs B Hell ypOBHSA HeHPOHCITeIH-
(rryeckoit snonasel (HCE) u 1akTataeruspo-
reHassl (JIAT). ¥ 6onpHbIX HB wacto 6GpiBaeT
TOBBINIEHA CKOPOCTh OCEeJAHUS SPUTPOLU-
TOB (COD), 06HAPYKUBAIOTCA TPOMOOLINTO3
" aHeMUA pa3Hoﬁ CTE€II€HU BBIPAKEHHOCTH.
B03MOXXHBI KaK JIeHKOIIeHUA, TaK U JeHKO-
nuto3. Hepenko oTMeuaeTcs ¢oBUT GopMyJIbI
BJIEBO, B OCHOBHOM 3a CU€T MeTaMUEJIOLUTOB,

UHOTIZIA — [I0 MUEJIOIUTOB. AHAINU3bl MOYU
B IIOJABJIAIOIIEM OGOJBIIMHCTBE CIy4YaeB
He Cofiep>KaT OTKJIOHeHU: OT HOPMBI, U3peaKa
00HAPYKUBAIOTCA HEIIOCTOSTHHAA MUKpPOTe-
MaTypyA U UIbOYyMUHEeMIA. B KpoBU U Mode
OIpeziesA0TCA olryxoseBble Mapkepbl — HCE,
(peppUTHH U TaHIJIMOCANABLI — CBA3aHHbBIE
¢ MeMOpaHO¥ ITMKOJIUIIU/bI, IIPUCYTCTBYIO-
mye B IIa3Me GOJIbIIUHCTBA GobHBIX HB.
IIpy aKTUBHOM POCTE OILyXOJIY X KOHIIeH-
TpanusdA Bo3pacTaeT B 50 pas. B AuarHoctuke
HB GosIbIIyIo POJIb UrpaeT OMOXMMUYECKOe
HCCIeJOBaHYe MOYY Ha HAIMYYe KaTeXoJIaMu-
HOB, KOTOpbIe MeTa0OIN3UPYIOTCA B TOMOBA-
HIWIVHOBYIO U BaHWIWJIMUHIATBHYIO KUCIOThI
(TBK u BMK). B 6ospmmuHCcTBe crygaeB HB ux
YPOBHU B MO4Ye OBIBAIOT IOBBIIIEHBI, TO JXKe
caMmoe KacaeTcs ¥ KOHIeHTpay fodaMUHA.
ITocKONMBbKY aHAJIN3 MOYM Ha KaTeXOJaMUHBI
IIPOCT, er0 MOKHO B3AThb 32 OCHOBY CKpU-
HUHTa MiIajeHneB Ha HB 114 ee pannelt fua-
THOCTUKH. [I0f0GHBIN CKPUHUHT YK€ IIPOBO-
JUTCA B PAAE CTPaH, OGHAKO MHOTHe CIydan
HB, BrIABIAEMBIe C ero IIOMOIIbIO, Ha Jiejie
3aKaHYMBAIOTCA CAMOIIPOU3BOIILHOM perpec-
cueli ¥ He TPeOyIOT JIeYeHNUs.

ITpu mog03peHnM Ha HeMPOTeHHYIO OIyXOJb
TaK)XXe peKOMeHJ0BaHbl YIbTPa3BYKOBaA
ToMmorpaduA (Y3BT), MarHUTHO-pe30HAaHCHAA
u KoMnbloTepHasa Tomorpapusa (MPT u KT),
TIYHKIYA KOCTHOTO MO3Ta U3 TpeX TO4eK C IIATO-
JIOTMYEeCKVM UCCIeOBaHUeM, CHUHTUTpadys
¢ '?’[-meTtaiionbeH3mwiryanuanaom (MIBG),
a TaxKe C paIl0AaKTUBHBIM TexHeneM (*Tc).
Y3BT — Haubosee pacipoCTpaHeHHBIH MeTO/,
JIMaTHOCTUKY OO'beMHBIX 00pa30BaHUM B IIPO-
eknuu xuBoTa. KT u MPT npuMeHAIoTCA 1A
oIpeJieJleHUA PacCIIpOCTPAaHEHHOCTH OITyXO-
JieBoro mnpouecca. [Ipu stom MPT nio3sosrzet
TOYHee OIlpeJleJIUTh B3aMOCBA3b OIyXOJIN
Y MaruCTPAJIbHBIX COCYZIOB, a TAKXKe BBLABUTD
ee MHTPACIMHAIBHOE paclpocTpaHeHue. [Ipe-
umymectBo KT 3axmodaeTca B BOSMOXKHOCTH
olpezereHNs KUTbIIU(UKATOB, KOTOpbIe O0HA-
PY’KUBAIOTCA Y GOIBIIMHCTBA 6OMBHBIX ¢ HB. [l
HCKIIOYeHNA MeTaCTaTIIeCKOTO ITOPaKeHNA
KOCTel UCTIONB3YIOT Pafii0aKTBHBIN TeXHEIIHI.
A pasIoM30TOITHOe CKaHUPOBaHUe C MeTaiio-
JT00eH3WITBAHUAMHOM (*'J-m]BG) — aHaymorom
TyaHeTHITHA, MEYEeHHOTO HOooM-123, moMoraeT
BBIABUTD IIEPBUYHYIO OCTAaTOYHYIO Y PeLINB-
HYIO OITyXOJIb, MeTacTaTUyecKoe IopakeHue
KOCTHOI'O MO3Ta, KoCTel, TMM@aTUIecKuX
V3JI0B M1 MATKUX TKaHeH. JluarHocTuyeckas
LIEHHOCTh MeTOJIa COCTaBJIsIeT Gosee deM 90 %.
K 06:13aTeIbHbIM IUarHOCTIYECKIM IIPOIIey-
PaM OTHOCATCA KOCTHOMO3TOBAs ITYHKITVA WIN
TPeIIaHOGHOIICH TPYAVHBI, KPbUIA IIOAB3/IOI-
HOH, IATOYHOM WIK GOJbIIe6ePIIOBOM KOCTH
(He MeHee yeM 13 Tpex 30H). [lojyyeHHbIe acTIy-
PaThI WY OMONTATHI U3YJAlOT IIUTONIOTHIECKH,
MMMYHOJIOTHYECKY WIX C TOMOLIBIO IIPOTOYHOM
LMTOMETPUH. 3aKII0YUTeIbHBIN 3Tall KIWHU-
YeCKOM AMarHOCTUKU — aCTIMPAIIOHHAsA WIN
OTKPBITasA GUOIICUA OIyXOJIH C IIUTOJIOTHYe-
CKHM, TMCTOJIOTMTYECKYM, UMMYHOJIOTHYeCKIM
U MOJIEKYJIAPHO-TeHeTUIeCKM UCCIeJOBAHIEM
TIOJTy4YeHHOTO MaTepuaa.

TEPANEBTUYECKHWE BO3MOXXHOCTU
B COOTBeTCTBUU CO CTaf¥els OIyXOH, ee GHo-
XUMHYeCKUIMU MapKepaMy, TeHeTUIeCKUMU

XapaKTepUCTHUKAaMU U BO3PACTOM peGeHKa
TIAIVIeHTOB PACIPeeNAIOT B IPYIIIbI HU3KOTO,
IIPOMEXYTOYHOT'O U BBICOKOTO PHCKa. B mep-
BOM CJIy4ae ZOCTATOYHO yZAIeHUs OIIyXOJIN
U IIOCTIEAYIONero HabIIOAeHUA, BO BTOPOM —
XUPYPTrUYeCKON OIePAIVH ¥ XMMUOTEePAIII
(XT), a mpu BEICOKOM pUICKe Heo0XoAuma
VHTEHCUBHAsA Tepanua KOMOUHanenl pas-
JIMIHBIX METOZOB.

XT 0OGBIYHO HAa3HAYAIOT IIEPBLIM 3TAllOM IPU
GOJIBIIION OIyXO0JIY (0COGEHHO PaCIIpOCTPaHA-
[oImeicsa Ha MarucTpayibHble KPOBEHOCHBIEe
COCyZbI WJIM BpAcTalollel B IO3BOHOYHBIN
KaHaJI), YTOOGBI COKPATUTDH ee pasMephl,
a 3aTeM IIPOBECTHU IIOJHOE MJIU YacTUYHOe
ynanenue HB. CripaBUTBCA € OCTaTOYHOM OITy-
XOJIBIO TIOMOTAIOT JIydyeBasA Tepanud U (WIH)
JajdbpHeHIas XUMuoTepanusa. boibHBIM
U3 IPYIIIBI BBICOKOTO PUCKA IIOCiIe yAase-
HUA OIYXOJIU IIOKa3aHa BbICOKOZ03HasA XT
C IOCJIeAYIOM el ayTOJIOTMYHON TPAaHCIUIaH-
TaIyieil TeMOIIO3TIYECKIX CTBOJIOBBIX KIIETOK,
a MHOIJIa U AJUIOTeHHasA TPAaHCIUIaHTaIusA.
Ho, K coxajieHUIO, Jake CTOJIb MHTEHCUB-
HOe JledeHre He BCera MOXKeT OCTaHOBUTh
nporpeccupoBanve HB, mosToMy IOUCK
HOBBIX IIPeIaparoB 1A 60ps6sI ¢ aTuM 3HO
IIpOAioJDKAeTCA. YCIIeXy MOUIeqHUX JIeT CBH-
3aHBbI C UCIIOJIb30BaHUeM IIpu HB BBICOKOro
PUCKa IIpenapara JUHYTyKCUMab-6eTa. DTo
XUMepHOe MOHOKJIOHaIbHOe aHTuTeno IgGl
crienupUYecKU HalleJleHO Ha yIJIeBOAHBIN
(pparmeHT fjucuanoranriauosuga 2 (GD2),
KOTODBIH B BBICOKOH CTeIeHU SKCIIPeCCUpy-
eTcs Ha KJIeTKaX HelpoOIacTOMBI.

JyHyTYyKCMa6-6eTa BXOAUT B CTAaH/APT Jiede-
uus HB B EBpore u CIIIA, a B Poccuut OH ObLT
3aperucTpUpPOBaH K IPUMeHeHUIO 2 rofa
Ha3afl, HO ellle 3a Iof, A0 3TOTo ObLI BKIIOYEeH
B IIepedeHb IIpelapaToB, 3aKylaeMbIx GoHmoM
«Kpyr mobpa», njs nedyeHus geteit ¢ opdan-
HBIMU 3a00JIeBAaHUAMU.

JuHyTyKCUMAa6-6eTa IpUMeHseTCs y nalieH-
TOB 12 MecAIeB U CTapIe, paHee MOJTyIaBIINX
VHAYKIUOHHYIO XT U JOCTUTTIINX KaK MUHU-
MyM YaCTUYHOTO OTBeTa C IoCjIeylomel Mue-
JI0AGJIATUBHOM Tepanuel ¥ TPAaHCIUIAHTAIe
CTBOJIOBBIX KJIETOK, a TAK)KE Y GOTIBHBIX C pely-
JUBUpyOIel win pedpakrepHoii Hb B aHa-
MHe3e, C OCTATOYHOM O0JIe3HBIO WIH 0e3 Hee.

D deKTUBHOCTb JUHYTYKCHMaba-6eTa moty-
4Yuyia JOCTOMHYIO OLIeHKY B YCIOBUAX in Vitro
¥ PaHAOMU3UPOBAHHOM KOHTPOJIHUPYEMOM
UCCIeIOBAaHUY, B KOTOPOM CPaBHUBAJIOCH
NIpMeHeHYe IIpelapara ¢ MHTePIeHKIHOM-2
(W1-2) vu 6e3 Hero B KadeCcTBe epBOM JIMHIY
Tepanuu y manueHToB ¢ HB BBICOKOTO prcKa
U B IByX OZIHOTPYIIIOBBIX UCCIIEZIOBAHIAX IIPU
penyauBHpyoneM/pedpakTepHOM 3a607eBa-
Huw. [To UTOraM JaHHBIX PaboT, Y HallNIeHTOB
C PeIUAVBUPYIOLUIUM WIHN pedpaKTepHbIM
3aboseBaHVEM U Y He JOCTUTTIUX ITOJIHOTO
OTBeTa IT0CJIe IIePBOY JIMHUY TePAITNy IIpe-
Tapar peKOMeH/yeTcsl KOMOIHUPOBATh ¢ MJI-2.
B mestoMm ke Gi1arozaps MOSIBI€HUIO AUHYTYK-
cumaba-6eTa HafeXK Iy Ha usnedeHue ot HB
TIOJIyY TN GOJIbHBIE C CAMBIMU IIIyOOKUMU ee
CTaZUAMHY U CAMBIM HeGJIarONPUATHBIM IIPO-
THO30M, 4TO He MOXKeT He Paf0BaTh.

CIELVANAG/POBAHHASI TASETA
AN MEAVIATPOB

@ [TEJNATPUA
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l'a3eta 3apervctpupoBana GepepanbHoi cnyx6oi no Hapsopy
B ccpepe CBA3M, MHDOPMALWMOHHBIX TEXHONOTNI A U MacCOBbIX
KOMMyHuKaumit (PockomHaa3op). CBIAETENbCTBO O perncTpa-
uin M Ne dC77-74576 ot 14 fekabps 2018 1.
Kareropuyecku 3anpeLuaeTcss MonHas UM 4acTu4Has nepe-
neyatka Marepuanos 6e3 0huULManbHOr0 cornacus peaak-
unn. MHeHue peaakuun MOXeT He coBnagatb ¢ MHeHuWem
aBTOpoB. OTBETCTBEHHOCTb 32 [OCTOBEPHOCTb PEKNAMHbIX
0GbABNEHNIA HECYT PeKamMofaTeni.



