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Hpedemagienn 0COBCHROCING KAUHUMECKO20 MeHenUs MYKonoaucaxapudosa VI muna, duaznos komopoeo
Ot noCmaaeH b & 8o3pacme 30 aem. Hecnomps na omuocume:sno 6aa20MpUAmnoe mevesue 3ado1e-
gaktie, nocae 30 aem v nAqUEHNIKI KOHCMAMUPOSUAN KOMOWIRPOSURNbIT CMEHOT NOIGOHOTHOZ0 KAHAId,
Haudoaee supaycennsii n@ yposne CO—C1, welHyio mueionamur, ¢Hacmuneckuil mempanapes, nompe-
Bogaauiie onepamusnoco ameuamesvemean. QCofoe GHUMARUE YOPAEHY SCHEMUHECKUM ACHERMAM QuaeHO-
CRIUKY 1 BOIMONCHDIM RPUYHHAN 3UMEVACTINOC0 MEUEHUA FUDOACEANUA.

Kiwueswe cioea: opd)aHwa 00aC3HH, MYKOMQNMCAXAPHUAO03, (I)CDMCHT(BQMECTHTe.‘l bHAY I'€Pa-

NHS, IEKOMITPECCHSI CIIHIEIOID MO3Ta.

Late Diagnosis of Mucopolysaccharidosis Type 1V ( Maroteaux— Lamy syndrome)
L K. Mikhailova, O.A. Polyakova, E. Yu. Zakharova, E.Yu. Voskoboeva,
A A Kuleshov, M.S. Vetrile, I.N. Lisyanskiy
N.N. Priorov National Medical Research Center of Traumatology and Orthopacdics;
Research Centre of Medical Genetics, Moscow, Russia

Peculiarities of the clinical manifestation of mucopolysaccharidosis rpe IV diagnosed ar the age of 30 years
only are presented. In spite of favorable disease course after the age of 30 years combined vertebral canal
stenosis more marked at CO-C tevel, cervical myelopathy and spastic tetraparesis that vequired surgical inter-
venfion. Speciul atiention was paid 1o the geneiic aspects of diagnosis and poreniial causes of delayed disease

development.
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Myronommcaxapunoasl (MIIC) — rpymna za6o-
JTeBAHMM, OTHOCALIMXCA K KaTeropum opdadubx {1].
[MaroreHetndeckn oBOCHOBAHHOE JIEYCHME ¢ MC-
NOAL3VBAHMEM (PepMenTO3aMeCTHTENBHON TepaIii
npenapatom «I'anbcynbdiasar CTaN0 BOIMOMHBIM C
2005 r. ( Pd ¢ 2009 r.) [1-3). HecMoTpst 1ma To 9TO
sabonesanyue MMeeT HEHMBBEIKHO MpPOrpeccupyoiee
TeYeHNe, OT CBOEBPCMEHHOCTM AMATHOCTHMRM M Ha-
HaNa JIEYEHWS 3aBUCHT ITPOTHO3 3aboseBaHmsa M Ka-
1eCTBO RU3HM HalueHTOoR. CocToAHMe HOMBHBIX yey-
rybIseTCs BOZHMKHOBEHMEM M MPOTPECCHPOBAHNEN
KOMHMHECKUX HCBPOJOTHYECKUX MPOHBICHMM KOMII~
PECCHM CMIMHHOTO MO3ra M3-3a PasBUBLIETOCHT CTCHO-
3a II03BOHOYHOIO KaHama [2, 4—6).

IMpegcrarngem coOCTRBEHHOC KJAMHMYOCKOE Ha-
OM0geHne naLMeHTKM ¢ [TO3IHO AMarHOCTUROBAHHBIM
MIC VI tuna (emaapom Mapoto — Jlamu).

Maunentka A., 1982 roaa poxaeHWs, HaXO4UTCH MO
HAaBMOAGHWEM MYNBTMANGUANIMHAPHON BpUraasl Crneuvanu-

cToBC 2012+
Knunuseckuii deHotun: poct 145 oM, Macca Tena 38 kr.

OTAroWweHHbIM  CEMENHLIA  aHaMHes: pPoaHaa  cecrpa
1983 roga poxaeHus cTpafaeT aHanorvuHbiM zabonesaHn-
em — nevyeHnsa He nonyydaeT; rnbens gsopoaHoro cubca
8 BO3pacTe 36 nert (1962-1998) — 3TMOTPONHOIO Ne4eHus
He nonyyana. PogocnoBHas coctasneda co cnoe npodanaa.
NabopaTopHoro noarsepxaeHwa 3abonesarnnii CNHCOR HET.

M3 aHamHesa WU3BECTHO, 4TQ NauyweHTka — pebeHok OT
4-11 GepemMeHHOCTI, HeTBEPTbIX CPOYHLIX POAOB. AKYLUEPCKMIA
AHAMHES OTArOWEeH: KPyNhelid nnoa — macca 4150 r (ecTpevya-
erca npu MINQC), pocT 53 cm.

Temnbl QUINYECKOTO pasBUTUS. paHHee paseuTue He3
OCOBEHHOCTEN, CaMOCTOATENLHO XOAWTE Havana ¢ 13 mec
{puc. 1, a). Ha neprom rogy xuaHn obpauiann BHUMaHue 4a-
ctble OPBUK, cuRrycuTbl, BpOHXUTLI, GTATLI.

B 5 neT poguTtenu zametnnn oTcTasaHue B pocte — 105 cu
(HM3KKMIA POCT), TOrOA KaK A0 3TOro Pas3BrMTNE COOTBETCTBOBAND
BO3pAacTy: B BOZpACTE 1 1o poct coctagnss 74 cm, B 3roaa —
95 cm (cpeaHuit pocT; puc. 1, 6).

K 10 ropam y pebeHxa Habnmoaanu cunepTpuxos, XecTkne
BOJSTOCKH!, MUEBOA AM3MOPPU3M: BbICOKMIA noh, ynnolieHue
NepeHocuUpsl, WKWUPOKC PacCTaBNeHHbIe MNasa, YTONUIeHHbIe
ryGbl, TMNONNA3VPOBAHHEA HUXKHAA YEMOCTb.

3HauuTensHoe oTcTasaHmne 8 pocte — ¢ 13 net: 140,4 cm
{OMEHb HU3KWIA), NPOTPECCUPOBAEN0 OrPAHUYSHE ABVXEHWIA B
cycTaBax, BO3HMKAM 60an B NOACHWYHOM oBnacTu {(puc. 1, 8).
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Pire, 1. Brewuiti BHMa DaupeuTi 5 sospacre 2,8 rona (a), 1 {0}
1 10 {g) ner.

B 15 net {1997 r) pocT coctaenan 144 cm, 8 CBA3K G HEM
poanTeny nauveHTky obpatMamncs & HKUKW srgokpuionorumv
r. MOCKBBI, 11aTOA0TM IHOOKPUHHOW CUCTEMbl HE BBIRBAEHO,
MpeanonOXKNTENbHLIIN AMarHol — CeMerHOe OTCTABIHWE 8 PO-
cte. B 2010 r. cneupanncTel B Maxadkane auarHoCTUposann
CHNOHAMNOBNMDUIAPHYIO AMCNNASUIO, TEHETMKOM NaumenTKa
HE KOHCYALTPOBaHa.

Mocne 23 neT y HONBHOM BLIBWIM NPOrPECCNPOBAHNE Kap-
ONOMUONATHN W HEPYLLCHWE 3DEHNA —aCTUTMAaTU3M, MNOTIAID.

Jauratenshsllii CTaTyc B Bo3pacte 27 neT: ObICTPan yToM-
NAEMOCTb NP x0apbe, CAOXHOCTE NERSABUNEHWA NO NeCT-
HULE, OfpaHU4eHle ABWXKCHWA B Tal00enpeHHbix Cycla-
gax, GoNee sHIPAXEHHOS CNpasa, HapacTaluwas cnabocTe.
MporpeccrpoBany M3MEHEHNA CO CTOPOHB! HEPBHOW CHCTE-
Mbl: CHAXEHWE MbILLEYHOrO TOHYCA, CUNbl Mbtully, Bonbwe 8
OUCTaNnbHEIX OTAeNax, BEPXHUX koneuHoctTern ao 4 Bannos,
HUXHMX KOHEYHOCTen no 3-4 Gannoe. CyxoxunneHele pednek-
Chl CHUXEHbLI

B eo3pacTte 30 net (2012 r.) naumeH1ka BNepebLle NocTy-
nuna 8 UATO ¢ avai HO30M: MPaBOCTOPOHHKMKW KOKCAPTPO3,
CNOHAMNOZNUPM3apHAR aMcanasus. B Tom xe rogy s UMTO
BLINOMHEHO 3HOCNPOTE3UIOBAHKME NpaBoro TazobegpeHHo-
O CYCTasa, NOCNeQnNepaunonHblii Neproa Ge3 OCAOXHEHWIA

{puc. 2). B xoae 0BCNe[goBalna B 00ULeM aHann3e Kposm 0OHa-
pyxXeHa aHOMAaNLHAA 3EPHUCTOCTL Anb,uepa, XapakrTepHaa gns
MMC. KayeCTBEeHHLIA dHanu3 MOy BbIABUA CNMKO3AMUHOMAN-
KaHbl, 4T0 noareepavno anarios MAC, Mo KMIMHUYecKkum 1pm-
3HAakam 1M 4aHHbIM nac’)opaToprux MCCNeaoBaHUmn 3anoao3peH
cnHApPOoM MapoTo — Namu, PeKOMEeHA0BAHA KOHCYhTauMa &
MeaWko-reHeTMYECKOM HAY4HOM LenTpe T MOCKBbI.

Macne 30 neT y NauMeHTKW NPOrPecCcupoBant HEeBPOAOT K-
HECKME HAPYLIEHMA: YCUAUAUCL (IPOABNSHNS WENAHON MUeno-
naTuK, Pas3suacs CMNACTUHECKIA TeTpanape3, 3Ha4YnTenbHoe
orparuyeHmne cunibl Mol (3 Sannal, Tur D no knaccngpukaumn
ASIA {cm. rabnauy) [7].

B 2013 r. naunentka aochHheneaosada B MMHL, Mockpbl.
o pesyneTaram nabopaTopHOro UCCNEAUBAHNS B MOYE nauu-
EHTKI Obia BhIABNEHA NOBLILEHHAR 2KCKPEeUWNR OepMaTaHCY b
darta. AKTUBHOCTL hepmenTa apuncynndarass B B romoreHaTe
nefnkouuToR Nepudepwudeckoih kposw coctaeuna 0,01 HM/mr/y
(Hopma 42,6- 155,2 HM/wr 4}, Belnonner nonHeiv AHK-aranus
rera ARSB. MNoaTsepxaeH anardos MMNC Vi una.

ComMatTM4eCcknii CTaTyC: ABYCTOPOHHUIA KOKCAPTPO3, COCTO-
AHME NOCNE BHACIDOTEIVNPOBAHWS 11PAROIO Taz00eAPEHHOI0
CycTaBa, PAacnPOCTPAHEHHBIA OCTeOXOHAPO3, GCTedapTpos,
a0pTanbHeI CTEHO3 1 CTENEHW, HEAOGCTATOMHOCTE 0PTANbHO-
ro knanana 1, KapauoMruonaTua, ABYCTOPOHHAR rNepMeTpo-
nua BbICOKOR CTENEHW, aCTUTMATIN3NM.

BepTeBpaneHelid cTatyc: B 2014 1. gruarHoC1upoBaH kombu-
HUPOBAHHLIIA C1EHO3 NO3BOHOHHOMD KaHana (50%), Hawbonee
BuIpakeHHbIt Ha yposHe CO-C1 {puc. 3, &), WwenHasa mnenona-
M, cnacTUHECKUin TeTpanapes. Mo pesynstatam MPT wehHo-
ro OTUENA 04arod MUEAOUWEMWW HA YPOBHE CTEHO3A HE BbiAB-
nero. MauneHTke Buina NPEANOXKEHA Onepauns U 000CHOBARA
oC HeoBX0AMMOCTE, OOHAKO OHA O HEE OTKA3anach.

C 2015 r. naumenTka Ha4ana Nony4ars NaToreHeTUYecKoe
NeYSHWE — 3H3MMOTEPanni NpenapaTom «fancynodasar.

Ha KOMMRIOTEPHBIX TOMODTpaMMax WEWHOro otaena no-
3BOHCYHUKE OT sHBapa 2016 i.: CTCHO3 NO3BOHOYHOMO KaHana
CO-C1 (65-70%), runepnnaavnsa 3aaHeil NPOROALHON CBABKU.
24.03.2016 xupypiamu rpynne eeptebponornn UATO BbI-
noaHena onepaumsa; A0PCanbHas ACKOMMOPecCua CNUHHOro
moara Ha yposre C1-C3 no3poHkos, GrKkcauns MeTanNokoH-
CTPYKUMEH, 3a0HU CNOHAWNOAS3 ayTOKOCTbIo (puc. 3, O).
AHECTE3NONOrMYeckoe Nocobme 1 onepaTMBHOE BMeLaTeb-

Puc. 2. PenTrenorpaMMbL
a0 (o) ¥ nocae (8) seio-
MpOTe3HpPOBaENA NPaBo-
ro 1az00e/PeHHOre  Cy-
cTaBa.

Puc. 3. KoMmoslorepHble
TOMOIPAMMLI  LIEHHOTO
oTAena  UO3BOHOYHNKA
20 (o) u noeae (6) onepa-
M.
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CTBO B3 OCNDXHEHWIA. MoCAEoNepaLMOHHbIA Neprod He3 0co-
feHHocTen.

B nocnesnepauroHHom neprnoae KavecTeo XM3Hu DoNe-
HOM  yNYHLUMNOCE. YMEHBLIMAACL BLIPAXEHHOCTE DOASBOTO
CUHOPOMA, NOBLICUNACH ABUFATEABHAN aKIMBHOCTE, KAYECTBO
CaMonBCAYXNBAHNA (CM. Tabamuy).

OBUCYAUIEHHLE

Cornacnn Nosology and Classification of Genetic
Skeletal Disorders Beiuenawr 7 ruuos 1 12 NOATHIOR
MIIC [8] Bee MIIC, xpome 1T Tuna, ABAAITCA ayTo-
COMHO-PEUECCUBHOR  TaTanoruel, olyCIoBIeHHOR
HAPYUIEHMEM KaTabOMM3MA  IMKO3aMMHOTIHKA HOB.
Myromonucaxapugos LI rtunma {cunapom Xaworepa)
HACTC Y ETCH no &Y TOCUMHO-PELECCUBHOMY
X-cuennentomy rury (9, 10].

HHKOTTJIE‘.HI’I(:‘ FIMKO3AMITHONIIMRAIIOB [IPKBOMITT K
rufesut KACTOK, TKAHCBOMY M OPraHHOMY Omchanan-
Cy, 4TO M ofpesenaeT kirmHudeckii qrenorun MIIC
— HaUAJbBHBIE 1IPU3HAKM pasindubix 1yuaos MIIC
QUEHDL CXOKKM MeXUuy coDOM, 4YTo KpaWiHe 3aTpyndA-
€T NPaBHAbHYH) PDAHHION jIMATHOCTHMRKNA 3a00JCBAM AL
[Ta HaUaTbHBIX CTATHMAX PA3BMIMM M3-33 KJIMHAYEe-
CKOT0 TOMUMOPN3Ma 3ad0neBanra narMenTor ¢ MTIC
Hepegro i0iaJdlT K yi?l&'()lII)[.]CbI-IJ[]:H]:H\"I CHOTIa =
CTaM. HEBPOJIOraM, 3HIOKPUIIOJIOraM, peBMaTo/oraM,
H9TO TPAKTHUECKM BUETTA, K COMKAJIeHWNH), HCKIHMaeT
KOMNIGKCHBINA noaxon K OUCHKC COCTOANMA MDauMenTa
H OTCPOYMBAET TIOCTAHOBKY UPABMJILIGEO IHATHO3a
[2, 11, 12].

Mywrononucaxapuaos VI tuna enijienes 8 1963 1.
neauatrposm P. Maroteaux u resernom EJ. Lamy [13].
3abojiepaHie ODYCI0BAEHO HEAOCTATOYHOCTLIO Jii1-
30COMHOr0 hepMeHTa apuncyandarazel B (ARSB)
Janmnii hepMeHT yHACTBYCT B NPOUCCCe KaCKaZHO-
r0 PACHICINIEHHA TAKMX DIMEO3aMMHOIIMKAHOB, KAk
JePMATAHCYIIBRMAT M XOHAPOUTHHCYIbGAT. ['eH apui-
cyaharassl B JOKaIMBYeTCA HA D-f XpoMoCcoMe rie-
joBeKa B AOKyce 5141 1 CoMep T § 9K30HOB, pas-
AEICHHBIX CeMbi0 uETPOamn [14]

JdadopaToprylo anarsoetury MIIC VI Tuna pero-
MEHIOBAHO MPOBOAWTE B TPU aTana [2].

¢ OnpeneneHie CONEPXAHNA IEPMATAHCYAL(ATA B
MOHE TTAUMCHTA. OJ‘LHHK[J JOCTOBOPIO ITOCTABMTL AMa=
TIO3 TOSJIBKO HA OCHOBANMI IOAYYEHHBIX AaHHBIX He-
BO3MOMKHO, TaK KaK MOTYT OBITH NOMYUYEHbB! KAK JIDMK-
HOMIOJIOMKMTEAbLbIE, TaK M JOXMHOOTpUUATEe]bHEIE
PEe3YINLTATHL.

¢ OnpegeneHne aKTHBHOCTH JHACOMAJBHON apu-
cyandarazsl B B gefikoiprrax nepugeputueckoi Kpo-
BM, BBICYLUCHHBIX TIATHAX Kposu, udpodracrax.
Juarnos noateepaksaeTcd 0DHAPYIRCHUCM CHMSKOH-
Hoi arruBHocTH hepmedTa ARSB, cocrasnsnowel
medee 10% or gopmel. OJHAKO MHOTIA OCTATOYHAA aK-
THBHOCTb MOMET BbITh AOBOJALHO BBICOKOT — 40—45%
OT HOPMBL.

¢ TIposenenne noaroro JHK-ananuza rema ARSB.
BoavumiHeTso MyTatmit npu MIIC VI vMna BO3MOXKHO
SBIABUTE € MOMOIIBIO CTAHAAPTHOD CEKREHHMPOBAHMA,
KOTOpOe IMPK HEROTOPHIX MYTAUMAX OKA3bIBACTCH HE-
HHMOPMATHBHBIM. ECs1M MyTalMi1 He Haii;[CHO B JBYX
afanensx reda ARSB, BLIDOSHAIOT TOOUCK JIEJIeTINI]

53

Peaynerarel oUgHka

Yepes 3 mec

MIxana Jlo onepausy TOCAE ONIepanm
ASIA Tun D TunE
BAIU 8 Damron 5 baanoe
MS B4% 58%
SF-36:

PF 40% 64%

MH 37% 52%

reHa ¢ MenodbaopaHueM mMerogor MUPA, TIHP g pe-
4JbHOM BPUMCHM, CEPUNHHON CPaABHUTEABHOM TeHOMEHOR
rHOPMAM3a L.

B HacToRuce BpeMaA B reHe ARSB ormcano Gonee
130 pazauanulx MyTauwit, 100 143 KOTOPBIX NpeacTak-
AT CODON MICCRHC- U HoHeeHC-MyTaruy. [1o gaHHbBIM
JTEPATYPRIL, AlEIb e MyTanmnel ¢.629A> G (p. Y210C)
naxozar y 18% nawmientor, ¢.944G>A (p.R315Q) —
y 11,4% nammuentor [The Human Gene Mutation
Database; www.hgmd.ctf.acuk] YITe xacaetca maunm-
enToR PP 1 Opsiuux pecrnyviamk Coeerckoro Cowza,
To Ha ocuopanuy peayaeraros JHR-1uarnocrirm
48 11aUMEHTOR, TPOBEACHHON B NadoPaToOPHI HacICa-
CTBEHHBIX DoJe3HeR obmeHa ermecTe MHI'L, sbIsai-
JEeHHble MYy TaHTHbIE aJJe PacIpe;lenaTed caeay-
KMNKMM 06PasoM:

-— Hanbdosee TacTo (33%) 00HaAPYRUBAIOT MY TALIMH)
c.454C>T (p.R1ZW) cpean pyccrux, Helopycos M
VKP4 HMHIIEE;

— B uApyrHxX ITHHUYECKUX rpynnax Habmomaerca
TEHAEHIMA K HAKOMIEHMK) MHLIX MYTAHTHLIX aJame-
Jeif. B yacTHOCTH, ¥y Tpex NauMelToB U3 pecnybanky
Tworea myTtauus ¢.293T>C (p. LISP) obuapyaxccna B
asnendax na 6. Y geTsIipex NalMeHTOB M3 pecnynImMKn
Ocetua npeodiagadn asaaesns [VS3-1g->4. Cpenu 6 na-
tenTos 13 Jarectana myrtaimsa ¢.197C->T (p.S65F)
obHapycHa B 100% cayaaes [15-18]

TMuarnosz MIIC VI Tuna Hawet nauMelTre OwLI 110-
crapien 1no3zHo, B soapacte 30 qeT. Ilpuyem BoiABUTH
XAPAKTEPHVIO 3EPHUCTOCThH ANbIepa VIAJ0Ch JIMILL
Baarogapa ToMy, MITQ GHAIUE KPOBM BBITIOJHAJCA LpK
BUBYAJLHOM KOHTDOJL ,!Ia()opaHTa. TOrga KaK B 1H0-
JaBIAKLIEM HONLLILMIICTBE Cydats — 3TO IIOJHO-
CTbIO ABTOMATHIMPOBAKHLI NPOLECC, HMCKIKYA LI
mMopdanorudeckyio onedky. CroaHocrs audpdepen-
LMaJbHOH OUATHOCTMKM OObSICHACTCH MOMHMOPGM3-
MOM KJMHHYECKMX MTPpoABIeHNH 3a001€naHMA, B CBOKO
ouepesb  O0YCJNOBJICHHBIX OOJBLIMM  KOJMYECTEOM
YHUKAILHLIX  MYTauui, OpHUUYeM OupcaeJuTh BO3-
MOIKHLIA BAPWMAHT TeHeHMA DONe3HM 110 TeHOTHIY He
BCerna Bo3mMoxHO [19-21]. B npeacrasiedsoM Habaio-
ACUHN OTHOCHUTEIBHO MeIJIeHHOe 11PUrpeCcciHpoBaHie
NATOJ0MMH, BOPOATHO, 00YCAOBIACHO T¢HETHHYECKH —
B peayabrate JIHK-a111arHOCTHRY y HAUMEHTREM 0bHa-
pysKena oumcarHad MyTauns ¢ l97C->T (p.S65F) u
POMOBHMIOTHOM COCTOAHMM. [auvuas wyTamua odsa-
PysEeHa y BeexX nauMeHToB M3 JlarectaHa, obeneno-
BaHHBIX B jab0paTOPUyM HACTKEICTREHHBIX HONE3HCH
MI'HII. B nurepaType Myranui RIEpBble OOUCAH
B 1999 r. G. Villani 1 coarr. [18]; curTaeTcs, 4To Ha-
JIMYME JAHHOK HYKJICOTUAHOH 3aMEHBI 00y CIOBJAMBACT
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HPOMOKYTOUHYH [0 Tsiwectn opmy MIIC VI ru-
na [18] Oxnako. HECMOTPA Ha OTUHOCHTENbLHO HEeTHA-
JgReJoe redenne 3?:16(].'1(‘82:\1—111.‘.:[ R nepBhie JECRATILNEeTIA
RIBHI TATIMeH TR, TTATONOTIAH p[":}l{!_) Upm‘pecm-lp()Ba—
Ja oete 30 10T, 4T BhIPA3HIAOCL B MOABJEHHI TaMKe-
J1011 IIt‘Bpt)JlL}l‘l-lLlE’Cl‘Cf]I\"I CHMIITOMATIUHKIL

ARanU3 mTepatypel 1o aawy nadbsaioleHna no-
RAZBIBAKT, STO ¥ mawreRToB ¢ MIIC umMeeTes snavi-
TeJIBHBIT PIUCK OCROMHCHIT MNP BBUIOIICHNIM HAD-
K034, CBABAHHBLIT ¢ AHATOMMYECKIIMI OCODEHHOCTAMI
UbIXATENLHBLIX UYTCI CYREeHIe TOPTaHL, JCGhOpME-
POBAHHAA TPaxes, THNCPILIAZIE MUILNAMIH, a1 eH0M-
TOB M HA/ITOPTAHHUKA, 4 TAKMKE YTOJILECHHeM H3hIKa,
Ul"p‘cll'ILI‘-lE‘II}'I(.‘I\-'l }_LBH}K(_‘[-IH‘I"i B BUCOTTHO-HITKEICHCTIOCT -
HOoM cycTaBe. Y. Toda u coasr. | 22| npueogaT onncaHie
riea Tryx naterTor ¢ MIIC Bo BpemMsa npoeegeHA
AHeCTe3r, B 0aHOM C.II}-"IH&‘ CMOPTEL OLLTA (_)'ﬁy(.'.,'IOBJlOHd
TPYIHOCTAMM UPH HHTYOALINL, B0 BTOPOM — OCJIOMK-
HOHLAMIE CO CTOPOHRL CePAeYHO-COCY IHCTOH CHCTEMBL.
Haw onsrr nevensis nawycirra ¢ MIIC VI tmnia raksge
NOATBEP/ARIAET CIAOMRHOCTE HTy Daina 23],

OreyTerBiie CBOCBPEMEHHON IFATHOCTURM 11 Tap-
reTHOM Tepdlin IL}JLIBO.II() 1K TOporpeccpoBaHHK) OC-
JOMHEHUTT Ha (DOHE eCTECTBEHHOIO TeveHys 3adosie-
BEEMS B CBS2I C OTIOMEHHAMM TIHKO34 MHHOTTMKA HOR
B TRaHMX. Hap_y]_uomlﬂ ,ﬂ,BI'II"dT(‘T.."IbHOfﬁ AKTHBHOUCTIL ¥
mateHToR ¢ MIIC qanie BCero spasores cileucTsin-
CM CTCHOBA NTOBBOHOUHOTO KAHAMA, KOMITPEeCCHI CTIMH-
HOTO Mo3ra, Mueqaonarin [21] Yerpasede CTeHO3d
MO3BOHOYHOTO KaHata 1 2016 r. wa doue depmento-
3aMeCTHTEMBHOI Tepamiy I[I03BOMILI0  YMCHELINTH
BOPUATHOCTL PASBITIIMA OCTOMHEHMIT, YAYYIDHTE JIBH-
CATEALHYH) AKTHBHOCTL NALMCHTEH M CHH3HTDL CTe-
MeHb RBLIPAMKEHHOCTH HEBPOJOTIYECKUX 11posiBi1elni
MHCTOTATHI. B HacToAICe BpeMA NAaUMeHTRAa XOIMT
CAMOCTOSTEALHO, HC  HCOOJB3YA  TOUOJHUTEbHBIE
cpegcroa onopsl IIpoda ¢ 6-Mury o Xoundoi 1e Bol-
MOJHAJACE B CBA3M C OTKA30M NALMEHTKI 0T JAHHOTO
BI114 TeCTHPOBAHIIA

dakawaeHie. PAHAUMY MPU3HAKAMM, NMO3BOJAH)-
HIMMI 3AUOI03X TS TAKOE NOSIHMMOPHOC 3a005CBa-
HHC, KaK MYKOINONIICaXapuaod, ABIACTCd COYCTAME
HECTELMMHYECKIIX CHMIITOMOB, K4K 10! OUrPaHi4erHne
IBMIKEHHMIT B Ta300ePEeHHRIX, JOKTEBbIX CVCTABaX,
HAIIYME TPRRIFK PABTMUHON JOKATHNIALUMH, TePCHCTH-
PYHOITIE PECTUPATOPHLIC 3aDONeBaHUA B BO3PACTE
0 1.5 aeT, UPOrpeceHpyIOiEd 3aA0pIRKa POCTH, Ha-
PYUIEHLEe MOXOARM, CHHMKEHIE IBNTATE TBHON dRTHBE-
roCTH B crapwem pospacre. Hanuesro ¢ MIIC vyue-
AAKITCH 3 MYJIBTHIHCUHITIHHAPHOM OLEHKE COCTOMHISI
COMATHYECKOMO cTaTyca CIEeLMas IMeTaMH pPasiiMdHbIX
IpodniIeil: opTOneIoM, HEBPOJOTOM, KapAuoJ0roM,
OTOPMHOMAPHHIOAOTOM, O(MTAMBMOJIOIOM, XHUPYPTOM,
JHIOKPHHOJOTOM } TeHe TUKOM.

Heobxommm OoCTOAHHBIT KOHTPROJIbL OPTOMegude-
CKOTO, BepTebpPOIOrMyeckoro 1 ABMTraTeNbHOTO €TaTy -
ca MaHMEeHTOB € PAHHETO BO3pacTa AN CBOEBpeMeH-
[I0FO BBIABJENNMA IPOrPeCcCMPOBAHMA OPTOHeIMIeCKOHd
HATOMOCWM M MMeTIoa THIL

HauMHATL TApPreTHYH Tepallmio Lesaecoodpas-
HO Cpasy Tocte DoaTeepskieHms nuarHosza MIIC
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C..TI(‘,-'I}’(?'I' paccMaTprBaTh BO3MOXKXHOCTE KOPPeKrLIn
CTEHO2A TIO3BOHOMHOM KaldJa o [TOABRJEHMA BbIpa-
AKEHHBLIX CHMIITOMOB ROMITPECCHIT CHMHEOTO MO3Id.
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‘ BHUMAHUIO ABTOPOB!

IIpu sanpaBieHMK CTATEN B PETAKLMIO LIPOCUM 06patlaTs 0codoe BHUMALME Ha TPaBUIBHOCTD

nopencrapdeHlsA MaTeprada.

PCUCTP JIEKA PCTBCHILIX CPEACTR]).
MlenaTenpHo, YTODBl Hanucaume

nih.gov/Omim]).

parTypLL

’KHbI ObITh YKa3aHbl B cucteme CIL

thepmenTon
Classification, Ha3BaIMA HACTENYEMbIX UM CEMCHHBIX 3a00eBaHMiI—MesR Ay HA POAHON KAACCH-
tricalm HACIeAYEMbIX coCToANMI y wenoseka (Mendelian Inheritance in Men {http:/ /nebinim. ‘

[Momuvo 06CHPURATBIX COKPATICHUN eIMHNL, M3Meperis, MU3MYCCKUX, XUMITIECKUX M Ma-
TeMATHUYECKMX BEJMYMH M TepMuioR (Hanpumep, THK), gonyexarTes abOpeBnaTypLl CIOBOCO-
YeTaHui, 4acTo NOBTOPAIIMKCA B TEKCTe. Bee BROANMLIE aBTOPOM GYKBElHbIE 0BO3HAUEHMS U
aO6peBHaTyphl A0NZ bl OLITL PACLIMGPOBAHEL B TCKCTE NPM X [1epsoM ynoMuuaumn. He gomy-
CKAFOTCA COKPAIERMA MMPOCTBIX CIIOB, NAaC CCIM OHM YACTO MOBTOPAIOTCH.

J03bl JeKapCTBEHHRIX CPEJCTE, eIMHMLb! M3MEPEHUS U APYIME YMCAEHHLIe BeJHYMHLL 10~

Bee TepMulbl U ONpesiesIeRitA 0D ObITL HayyHO NOCTOBEPHBI, MX HAITMCAHUE (KaK pyc-
CKOE, TaK M JaTUHCKOE) JOSAUIG COOTBCTCTBOBATE «IHUMKIONCAMHECKOMY CAOBAPK) MEIUITHH-
CHMX TEPMUHOR» (B 3-X TOMAX, IoX ped. akas B.B. llerposckoro).

JIEKapC'l'BEHHble HPpenapaTnl JOJAHBI OhIThb IIpMBEJIEHbl TONLKO B MEDK,-:[)'HGP(')Z(HI:IX Herna-
TCHTORBAHHDBIX HAZBAHMAX, KOTOPLIE yIIO’l'pC().HﬂKJTC}] l'lepBl:JMM, 33aTeM B cryriae HeOf)XO,HMMOC'I'M
OPUBOLMTCS HECROIBKO TOPIOBLIX HA3BAHMIA IPELAPAaTOR, 3a DErucTprpoBanuLix 8 Poccui (B co-
OTRETCTBUM C MHOPMAIMOHHO-NIOMCKOBOI cucTeMolt «Kaudap-Tocpeectps [TocyaapeTBeHHbI

COOTBETCTBOBAJO CTAHJAAPTY Enzyme ‘

Hazsanua MMKPOOPraliM3MOB ZOJHHBI OBbITh BLIBEPEHEl B COOTBETCTBMM C « DHLMKIOUE M-
YECKMM CJI0BAPEeM MEOMLMHCKMX TepMuHOR» (B 3 TOMax, moa ped. akas B.B. IleTpopcroro)
uan no nagaumnio «Meguimnekas murpobuonorusi» (nox pex. B Ilokporckoro).

Hamcanne ©.J.O. apropos, yIOMMHAEMBIX B TEKCTE, TOJMMHO COOTBETCTBORATE CIIMCKY JIMTC~






