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CUHAPOM «MO3I'-JIET'KHE-IIUTOBU/THASA KEJIE3A»

Kammaxooocaesa /lunapa Ymkypxooxncaeena

Cmapwuii npenooasamens Tawkenmckou Meouyunckot Axademus

Annomawun: Ha pabome paccmompeno odwue ceedenue o cuHopome «mo3e-
JleeKue-wyumosuoHas  oicenesay.  Jlamo  umo  nepeuuHoe  00ciedosaHue

npoeoéum 6pAUYOM-HEORAMOJI020M UTU nebuampOM 6 3aesucumocmu om CpPpOKoO6

MaHupecmayuu 3abonesanus. llpu 6viasIeHUU BPONCOEHHO2O0 2Uunomupeo3a no
OAHHbIM HEOHAMAIbHO20 CKPUHUHSA U HAAUYUU CMUSM OU3IMOpUO2eHe3d MAaAKH#Ce
PpeKomeHOyemcs KOHCYIbmayusi 2enemuka. Tunvl neueHue cuHOpoma «mo3ze-iecKue-
WUMOBUOHASL Jicene3a» U NPO2HO3 NPOPUIAKMUKU.

Knwuesvie cnosa: mose, wumosuonas icene3da, 2eHemuxd, CUHOPOM,
ooghamunepeueckuti  1eKapcmeo, NPoSHO3.10 NPOPUIAKMUKA, OUASHOCMUKA,

6pOquaJlea}l acmmada.

[IpyunHa NATOJIOTMM CHHAPOMA «MO3T-JIETKUE-IIUTOBUIHASA  HKEJIE3a»
BbICTYMNAaOT MyTanuu B reHe NKX2.1, Bo3HUKaIOI[Me CHOHTAHHO WK HACIEyEMbIE
[0 ayTOCOMHO-JIOMHHAHTHOMY Tumy. (OCHOBHBIC TIPOSIBICHUS 3a00JIeBAHUS:
BPOXKJICHHBIN ~ TUIOTHPEO3,  XOpes,  3aJiepKKa  MOTOPHOIO  pa3BUTHUS,
MHTEPCTULIMAIbHBIE OOJE3HU JIETKUX U PECHUPATOPHBIM JAUCTPECC-CUHIPOM.
JlnarHOCTHKAa  BKJIIOYAET T'E€HETHYECKOE TECTUPOBAHUE, HWHCTPYMEHTAIBHYIO
BHU3YyaJM3alMI0 OpTaHOB-MHuIlleHel ¢ momombio Y3U, penrreHorpaduu, KT wmm
MPT. JledyeHne HOCUT CHMITOMATHYECKHUN XapakTep, MOAOHUPAETCS C y4eTOM
dbeHoTHNa CHHIPOMA Y KOHKPETHOTO MAIlMEHTA.

Nudopmanuss o coueTaHuu THIOTUPE03a U PECIIUPATOPHBIX HapyIICHUH,
cBs3aHHbIX ¢ MyTtanmuamu NKX2.1, BnepBeie mosiBwiiack B 1998 ropy. Ilocne
M3Y4YEHHUs] KJIMHUYECKOrO Cilyyas C IOJHOW Tpuaaod cumnroMaruka B 2005 romy
3a0o0sieBaHUE TOJYYMIIO Ha3BaHHE CHHAPOM «MO3T-JIErKHEe-IIUTOBHUIHASA >KEJIe3a»

(CMJILX), koTopoe oOTpa)xaeT BCE OpraHbl-MUIIEHH. PacmpocTpaHeHHOCTb
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00JIe3HM HE YCTAaHOBJICHA BCJEJACTBUE €€ KpalWHeW PEeAKOCTH — B MEIULIMHCKOU
aureparype omnucaHo MeHee 200 cmywyaeB. OJIHAKO TMATONOTUST HE TEPSET
aKTyaJbHOCTH B KIMHUYECKOW TEHETHKEe, TpeOyeT YTOUYHEHHUS MPOTOKOJIOB
JUArHOCTUKH U JICUECHUS.

CHHIpOM «MO3r-JErKUe-IUTOBUHAS JKEI€3a» PAa3BUBAECTCS NPH MYTalWd
rera NKX2.1, koropbiii kogupyeT (pakTop TPAHCKPHUIIIUU HIUTOBUIHON >KEJIE3bI.
CyniecTByIOT pa3Hble BHbl aHOMAIHMKA (MHCEPIUU, JAENElUH, MUCCEHC-MYyTalluH,
HOHCEHC-MYTallih), OT KOTOPBIX 3aBUCUT TKECTh cumnToMmartuku. Ha mpakrtuke
Yaile BCEro BCTPEYaroTCs BHYTpUTeHHble neneunn NKX2.1, B pe3ynbrate 4dero
YKOpAauMBaETCsl MOJIEKYJla CUHTE3UPYEMOro OelKa, BOZHUKAIOT HapyILICHUs Ha dTale
sMOpHoOreHe3a u (yHKIHOHUPOBAHUS OPraHOB.

B 38% cnywyaeB Oose3Hp Hacineqyercss MO ayTOCOMHO-JIOMHUHAaHTHOMY
MexaHu3My. J1jisg mosiBJIeHHUs] CHHAPOMA PEOCHKY TOCTATOYHO MOJYUYUTh MYTaHTHBIH
ajuielib 0T OfgHOro u3 poautened. [loCKOIbKY MyTaHTHBIM T'€H HAXOAUTCS Ha
ayrocome B Jtokyce 14q13, monoBbie pa3nudus cpeau 3a00JIEBIIUX HE ONTPEIETISIOTCS.
OcranbHbie 62% ciydaeB 3a00JIEBaHMS «MO3T-JIETKUE-IIUTOBUIHAS KEJIe3a»
MPUXOAATCS HA MyTaluu de novo, MpUYMHA KOTOPBIX TTOKA HE YCTAHOBJICHA.

®DaxTop TPAHCKPUIILIMU UTPAET BAXKHYIO POJIb B pabOTe cpa3y TpeX OpraHoOB:
LIIMTOBUHOM IKEJNE3bl, JIETKUX, TOJOBHOIO MO3ra. B SHIOKpHHHOM OpraHe OH
aKTUBHpYETCS € 7-d HeOenu BHYTPUYTPOOHOTO pa3BUTHS ISl  CHUHTE3a
TupeornodynuHa, auddepeHunpoBkr QoHMKYIsSIpHbIX W C-KIIeTOK »kene3bl. B
MOCTHATAIbHOM Tiepuosie HopManbHOe (yHKIMoHHpoBaHHe NKX2.1 HeoOxomumo
JUTSI TIOAICPKAHUS TIPaBUIILHOW BHYTpEeHHEN CTPYKTYphI U pynkimu K.

B [THC daxrop Tpanckpuniuu HY>XEH JJII YMOPHUOTEHEe3a MePEaHEro Mo3ra
BO BHYTPHUYTPOOHOM mepuone, (GpopMupoBaHHsS KOpPbl U MOJKOPKOBBIX HEPBHBIX
neHTpoB. B jerkux ren NKX2.1 Takxke ydacTByeT B Ipolieccax 3MOpUOTreHe3a u
Mop@orenesza. OH HEOOXOAUM JIJIsl CUHTE3a OEJIKOB CUCTEMBI Cyp(aKTaHTa, KOTOphIE
MTOKPBIBAIOT aJIbBEOJBI U MPEMATCTBYIOT UX CIUNAHUIO. Y TOIPOCTKOB M B3POCIHBIX
TPAHCKPUIILIMOHHBIA (PakTOp BIMSIET Ha AaKTUBHOCTh MHeBMouMTOB Il TwHMA,

BbIpa0aTHIBAOIINX CYpP(haKTaHT.
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Cunnpom «MO3T-JIETKHE-IIUTOBUIHAS Kelleza»  XapaKTepHu3yeTcs
HEOAHOPOAHON KIMHUYECKOM KapTHHOM. Tpuama cumnroMaTuky Bo3HUKAET y 50%
nanueHToB, B 30% ciiydaeB mopakaeTcsi FOJIOBHOM MO3T U LIMTOBU IHAS Kene3a, 10%
CIIy4aeB MPUXOAUTCS HAa COYETAHHOE MOPAKEHHE MO3Ta U JIETKUX. Y OCTaBUIMXCS
10% OGOIBHBIX CHHAPOM «MO3T-JIETKHE-ITUTOBUIHAS JKEJIe3a» Pean3yeTcsl B BUIE
M30JIMPOBAHHOTO HAPYIICHUS HEBPOJOTHYECKUX (PYHKIIUNA, KOTOPOE HAa3bIBAIOT
N00pOKaueCTBEHHON HACIEICTBEHHOM XOpeeH.

JloOpokauecTBeHHast xopes Bcrpeyaercs npu 90-92% cinydaeB cuHapoma u
MaHu(dectupyer y geredl nmepBoro roxa oku3Hd. OHa  XapakTepuszyercs
OeCTIOpsIOYHBIMU IBMKEHUSMH TYJIOBHUIIA U KOHEUYHOCTEH, Ype3MEPHO aKTUBHOU U
HEKOHTPOJIUPYEMON MUMHUKOM.

3a4acTyi0 BO3HHMKAIOT aTE€TO3bl — IUIABHBIE CTEPEOTUIIHbIC JBUKECHUS B
KOHEYHOCTSX. Y YacTH MAalHMEHTOB HaOMIOAAIOTCA HAapYyLIIEHHUs KOOpAWHALWN
JBMKEHUHN, MBIIICYHAs THUIOTOHUS, IO3JHEE HAYalo XOABOBI U 3aMEIJICHHOE
pa3BUTHE IPYTUX MOTOPHBIX HABBIKOB.

[Taronorust HXK nabmrogaercsa y 70-90% naruentoB. TspkecTs 3a00meBaHus
BappUpyeT OT (DYHKIIMOHAJIHLHOTO PACCTPOMCTBA U OECCUMITOMHOIO IMOBBIIICHHUS
ypoBHsI TUpeoTponHOro ropmona (TTI') 70 MOIHOro OTCYTCTBHSI OpraHa (areHe3uun).

ManudecTHblii BTOPUYHBIA TMIOTUPEO3 BO3HUKAET B cpeaHeM y 39-45%
001bHBIX. OH 3a4acTyr0 OOHApY>KMBAETCS YK€ B MEPHOJE HOBOPOKIECHHOCTH MPU
MOSIBJICHUM 3aTSDKHOM JKENTYXH, TO3JHEr0 OTXOXKJACHUS MEKOHHUS, XPOHHYECKUX
3anopax.

[TopaxkxeHne mAbpIXaTENbHOW CHUCTEMBI HaOmromaercs y 67% mrogeit ¢
CUHIPOMOM «MO3T-JIETKHE-IIUTOBUAHAS JKejne3a». B  HeoHaTalbHOM MEpUoie
MaToJIOTUs MPOSIBIISIET ce0s1 pecmMpaTOpPHBIM JUCTPECC-CUHIPOMOM
HOBOPOJKJICHHBIX, KOTOPBI BO3HMKAET HE3aBUCUMO OT CpPOKa POAOB. Y CTapIIMX
JeTel W B3pOCIBbIX BO3MOXKHBI MHTEPCTULIMATIbHBIE 3a00J1€BaHUs JIETKUX, YaCThIe
Oponxoneroynble  UHGpEKIUH, OpoHxuanpHasgs  actMa. OHU  MPOSBISAIOTCS

XPOHUYECKOH OJBIINIKON, TAXUITHOD, TPU3HAKAMU 1IepeOpaIbHON TMIIOKCUU.
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https://www.krasotaimedicina.ru/symptom/involuntary-movement/chorea
https://www.krasotaimedicina.ru/diseases/zabolevanija_neurology/athetosis
https://www.krasotaimedicina.ru/diseases/children/motor-retardation
https://www.krasotaimedicina.ru/diseases/children/neonatal-jaundice
https://www.krasotaimedicina.ru/diseases/children/respiratory-distress-syndrome
https://www.krasotaimedicina.ru/diseases/children/respiratory-distress-syndrome
https://www.krasotaimedicina.ru/diseases/zabolevanija_pulmonology/asthma
https://www.krasotaimedicina.ru/symptom/dyspnea
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Opranubie TOpaKEHUS IIPU CUHIPOME «MO3T-JIETKAE-IIUTOBUIHAS KEIE3a»
HEPEAKO  CONPOBOXKAAKOTCS  AHOMAJIWSAMH  BHEIIHOCTH  BCIIEICTBUE CTUTM
AU33MOpHoreHe3a. Y MHOTMX NAlMEHTOB ONPENENSIOT CIMIIKOM BBICOKHMM JI00,
HIMPOKO pacCTaBJI€HHbIE TJIa3a, HEJOpa3BUTHE YEIOCTel U Bhicokoe Hebo. Takue
W3MEHEHUS WHOTIA JIONOJHAKTCS TSKEIBIMU aHOMalusAMU Ipukyca. [1ockonbky
3a0oneBaHne MaHU(pECTUPYET B pPaHHEM BO3pacTe, BO3MOXXHO OTCTaBaHUE B
MICUXOMOTOPHOM Pa3BUTHUH, UHTEIJIEKTYaJIbHbIE HAPYIIIECHUSI.

Otnanennbie nociuenctBus CMIDKIL omnpenensitorcst ero Qenorunom u
MPEACTABIISIIOT COOOM KPailHIOIO CTENEHb BBIPAKEHHOCTH KIIMHUYECKHUX MPOSIBJICHUH.
[Ipu nmopa’keHWH TOJOBHOI'O MO3ra W IIMTOBUAHOW >Kene3bl Oe3 BOBJICUECHHS B
Ipolecc OpOHXOJEroYHOM CHUCTEMbl JIETAJbHBIE HCXOJbl HE YCTAaHOBJICHBI.
[IprcoenvHeHre JErOYHOM MATOJOTHM TOBBIIMIAET PHUCK KU3HEYTPOKAKOIINX
OCJIOKHEHUM, MO3TOMY YPOBEHb CMEPTHOCTU TaKMX OOJBHBIX OT JAbIXaTEIbHOU
HegocrarouHocty U PJIC-cunapoma nocturaer 16-24%.

IIepsuunoe o0crenoBaHue IIPOBOJUTCS BpAa4YOM-HEOHATOJIOTOM WJIU
MeAuaTpoOM B 3aBUCUMOCTH OT CPOKOB MaHudectaruu 3adoneBanus. [Ipu BeIsIBICHUH
BPOXKJIEHHOTO THUIIOTHPEO3a MO JIaHHbIM HEOHATAJIbHOIO CKPUHUHIAa W HaJu4uu
CTUTM JU33MOpHOreHe3a TakKe PEKOMEHJIyeTCsl KOHCYJbTallus TeHeThka. BBuay
peaxoctu cu"apoma MIIIDK u nonmuMopdusma cUMOTOMATHKK MPU MOCTaHOBKE
JMarHo3a BO3HUKAIOT CJOXHOCTH. /[l momHoro oOcienoBaHusl MalleHTa
Ha3HAYaeTCs:

e VY3WM muroBumHo#l kene3bl. [Io  pesyapTaram  3xocoHOTrpaduu
ONPEAENSAIOT pa3MeEPbl OpraHa, HAJIW4YKWE MPU3HAKOB THUIOIUIA3UM W APYTUX
HapyleHui smOpuoreHesa. JymiekcHOe CKaHUPOBAHUE MCIIONBb3YETCs IS OLIEHKH
KPOBOTOKA B kene3e. THCTpyMEHTalbHYI0 JTUATHOCTUKY JAOTOJIHAIOT aHAJIM3aMH HA
TTI, T3 u T4, antHuTeNna K TUPEOrI00YIUHY U THPEOTIEPOKCHIABE.

e« MPT romoBHOoro wmo3ra. MarHuTHO-pe30HaHCHasE  Tomorpadus
WCIIONb3YETCS ISl BBISBJICHUS NPUYMHBI HEBPOJOTMYECKOM cuMnToMaTuku. [lpu
CUHIPOME  «MO3T-JIETKME-IIUTOBUHAS  JKEJI€3a» HW3MEHEHHS B  OCHOBHOM

pPa3BUBAIOTCS Ha YJIbTPACTPYKTYPHOM M OHOXMMHUYECKOM YpOBHSX. SIBHBIE
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https://www.krasotaimedicina.ru/diseases/children/dysembryogenesis-stigma
https://www.krasotaimedicina.ru/diseases/children/dysembryogenesis-stigma
https://www.krasotaimedicina.ru/diseases/zabolevanija_pulmonology/respiratory-insufficiency
https://www.krasotaimedicina.ru/diseases/zabolevanija_pulmonology/respiratory-insufficiency
https://www.krasotaimedicina.ru/doctor/neonatologist/
https://www.krasotaimedicina.ru/treatment/ultrasound-endocrinology/thyroid
https://www.krasotaimedicina.ru/treatment/mri-neurology/brain
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MopdoIorHYecKrue MpU3HAKU B BUJIE lepeOpaibHOM aTpoduu WUIU JUCTEHE3UHU
ITOJAKOPKOBBIX SIZIEP ONPEAEHSAIOTCS TONBKO B 20% ciy4daes.

o«  MHccnenoBanue JIETKUX. IIpu KJIACCUYECKOU
peHTreHorpaduu oOHAPY)KMUBAIOT SUYEUCTYIO JehOpMaIio JIETOYHOTO PHUCYHKA,

BO3/IYIIIHBIE OPOHXOrpamMMbl, MH()WIBTPATUBHO-TIOJOOHBIC YYaCTKU 3aTEMHEHUSI.

Hns YTOYHEHUS Xapaxkrepa W3MEHEHUN B JIETKUX
MIPOBOJUTCSE OPOHXOCKOMHS K OPOHXOATbBEOJISIPHBIH JaBaX. Nuorpa
Ha3zHa4aeTcs: OuoTcus s MHUKPOCKOTINHU u MMMYHOTUCTOXUMHYECKOTO

HCCIeIOBaHUsI 00pa3IloB.

. I'enernueckoe TtectupoBanue. Omnpenenenne wmyrtaiuu NKX2.1 —
OCHOBHOM CIOCOO TOJITBEPKJICHUS JIMArHO3a, C MOMOIIBbI0 KOTOPOTO HMCKIIIOYAIOT
Jpyrue reHeTUYEeCKUE CUHIPOMBI M COUE€TaHHbIE BPOXKICHHBIE MOPOKU. J[MarnocTuka
PEKOMEH/I0OBaHA BCEM TMAlMEHTaM, y KOTOPBIX HMEETCSl MOpPaKEHUE OpraHOB-
MUIIIEHEH, 1/WIIA YCTAaHOBJICH OTSTOIECHHBIN CeMEHbBIN aHaAMHE3.

CunapoM nudhepeHIUPYIOT C BPOXKICHHBIM THIIOTHPEO30M, JIJII KOTOPOTO
XapaKTepHO IMEPBUYHOE CHIDKEHUE (PYHKIIUM IIMMTOBUIHOM Kejae3bl U BTOPHYHBIC
HEBPOJIOTUYECKHE paccTpoicTBa. EciM Ha MEpBBIM IUIAH BBIXOJAAT MPU3HAKU
nopaxxkeHus: [IHC, HeoOXoauMoO HCKIIOUHUTH EPUHATAIbHYIO SHIledaaonaTuio,
POJIOBBIE TPABMbI, XPOMOCOMHBIE TTATOJIOTHUHU, MeTabonnueckue 3aboneBanus. Takxke
nckmovaroT PJIC-cuHIpOM HEAOHOIIEHHBIX, AIbTEPHATUBHBIC IPUYUHBI MTOSBICHUS
XOopeu: HUHQPEKIMH, OCTPYI0O  PEBMATUYECKYH  JIMXOPAAKy, AayTOMMMYHHYIO
MaToJIOTHIO.

Otuonarorenerndeckas Tepanus CMJIIIK noka He pa3paboraHa, TOITOMY
Ha3HAYAIOTCS] CUMIITOMATHYECKHUE MPEnapaThl ¢ YIETOM IIPOSBICHUMA 3a00JICBaHUS B
KKJIOM KOHKPETHOM ciydae. D(P(EKTUBHOCTh JCUSHHUS CIOKHO OLICHUTH BBUIY
MaJIoTO KOJIMYeCTBa HAOIIOEHUM, OTCYTCTBUS PaHIOMHU3UPOBAHHBIX KIMHUYECKUX
uccienoBaHuil. B mpakTHyeckodl MeOUIMHE TIPU CHUHAPOME «MO3T-JIErKHe-
IIATOBUIHAS JKEJIE32» B OCHOBHOM HA3HAYAIOTCS TAKUE HAIIPABIICHUS TEPAIUHU:

o  Jlopamunepruyeckue ekapcTBa. MeauKaMeHThl HUCTOIb3YIOTCS IS

KYNAPOBAHUS NPU3HAKOB XOPEW M JPYTHMX ABUTATENBHBIX paccTporcTB. OmHako
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https://www.krasotaimedicina.ru/treatment/X-ray-pulmonology/lungs-review
https://www.krasotaimedicina.ru/treatment/endoscopic-pulmonology/bronchoscopy
https://www.krasotaimedicina.ru/treatment/pulmonology-procedures/bronchoalveolar-lavage
https://www.krasotaimedicina.ru/treatment/puncture-biopsy-pulmonology/lung
https://www.krasotaimedicina.ru/diseases/children/congenital-hypothyroidism
https://www.krasotaimedicina.ru/diseases/children/perinatal-encephalopathy
https://www.krasotaimedicina.ru/diseases/zabolevanija_cardiology/rheumatic-fever
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IIPUMEHEHUE TPENapaToB OTPAHUYEHO BBUAY PHCKA J0303aBUCUMOW JTHCKUHE3UH,
MMO3TOMY B KAyeCTBE QJIbTEPHATUBBI MOTLYT HA3HAYaTHbCS HEUPOJIENTHKH,
TpaHKBUIU3aTOPkI, cTUMysiTopbl [THC.

. I'opmonoTepanus. Bcem mamueHTaM ¢ CYOKJIMHHYECKHM |
MaHU(ECTHHIM  THUIOTUPEO30M  PEKOMEH/IOBaHA  3aMECTUTENbHAs  Teparws
npenaparamu L-tupokcuHa. CBoeBpeMEHHOE Ha3HAYEHHE TOPMOHOB 00eCIeurBaeT
HOpMaJIbHOE (PM3UUECKOE U MHTEIUIEKTYaIbHOE Pa3BUTHE.

o«  MonoknonanbHbele aHTHUTENa. lIpemaparsl, KOTOpbIE IOJABIAIOT
aKTUBHOCTh (paKkTOpa HEKpo3a ONyXOJW U JPYTUX IUTOKWUHOB, TMPU3HAHBI
MEePCIIEKTUBHBIM HAmNpaBlieHUEM JiedeHrsd. OHU YMEHBIIAIOT MPOSBICHUS AUCTPECC-
CUH/IpOMA Y MJIaJICHLIEB, IPOTUBOAEHCTBYIOT HAPYIIEHUSIM CHUHTE3a Cyp(daKkTaHTa B
JIETKHUX.

o  Pecnmparopnas nopnepkka. [lanpeHTtam ¢ TSHKENbIMU JbIXATEIbHBIMU
paccTpoicTBaMu Tpedyercs kuciopoaorepamnus. C yaeToM BUa U TSHKECTH O0Ie3HU
OHAa TPUMEHSAETCS TOJBKO TPU OOOCTPEHUSX B paMKax CTalHoHapa JH00 Kak
peryjisipHasl JIOMalllHssl OKCUIE€HOTEpamusi, KOTopas MIPOBOJMUTCS C HOMOLIbIO
MOPTATUBHBIX KUCIOPOIHBIX KOHLIEHTPATOPOB.

[Ipn m3onmpoBaHHOM mNopakeHUW MWUTOBUAHOW kene3bl u [IHC mpornos
Oonee OnarompusiTHbIN, TMOCKOJbKY ATH COCTOSIHUA MOXHO KYIHPOBATh
MEIMKAaMEHTAMU U NOJJIEPKUBATH YA OBIETBOPUTEIBHOE CAMOYYBCTBUE MAI[UEHTOB.
[Ipu kiaccuyeckoi Tpuaze C BOBJICYEHUEM OpPOHXOJIETOYHOW CHCTEMBI HMCXOJ
ONPEACNSICTCS] TSDKECTBIO  JIBIXATENbHBIX  HapymieHHH. ODQPGEKTHBHBIC MEpPHI
MPOPHUIAKTUKYA OTCYTCTBYIOT BBHUJY PEIKOCTH CHUHAPOMA, BBICOKON BEPOSTHOCTH
dbopmupoBanus MmyTaiuii de novo.
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