HayuHo-nipakTrdeckuii perieH3upyeMblid KypHaT
"CoBpeMeHHbIE TPOOIEMBI 3/IPABOOXPAHEHHS U METUIIMHCKOM ctaTtrucTuku” 2021 r., Ne 2
Scientific journal "Current problems of health care and medical statistics™ 2021 r., Ne 2
ISSN 2312-2935

V]IK 614.2
DOI 10.24412/2312-2935-2021-2-279-300

MONEPEYHOE UCCJIEJJOBAHUE «®EJEPAJIBHBIN PETUCTP MAIIUEHTOB C
I'EHETUYECKH NHOATBEPKXJIEHHbBIM JTUAT'HO30M CIIMHAJIBHO -
MBIIIIEYHASI ATPO®USA ®PIICMA» OBOCHOBAHHWE U TU3AWH
HUCCJIEJOBAHMS. IIEPBBIE PE3YJIbTATDBI

0. C. Kobakoea ', B. H. Cmapooyéos ', O. B. 3enenoea *, H. Il. Bumxkosckas ?,
C.A. Cmepnuxkos*, C. H. Abpamos ', 0. H. Ocvkoe *

Y\@I'BY «llenmpanvuviii Hayuno — ucciedo06amenbCKuil UHCIMUNYM OP2AHU3AYUL U
ungopmamuzayuu 30pasooxpanenusy Munzopasa Poccuu, 2. Mockea

2I'BY3 «Mopo3osckas 0emckas 20poOckas Knunuveckas 6obnuya JJenapmamenma
30pasooxpanenus 2opooa Mockewvly, e. Mockea

AKTyajabHoOCcTh. [l obecnieuenus ucnonHenus nopydenus [Ipesunenta Poccuu B.B. Ilytuna ot
08.07.2020 Ne IIp-1081 06 opranm3anuu oOecTedYeHHUsl JIEKAPCTBEHHBIMU IpenapaTamu IeTeH,
CTpaJlaloIIKX peakuMu (op]aHHBIMK) 3200JICBAaHUAMU 3a CUET CPEACTB (eaepaabHOTo O KeTa OBLT
co3man Goun «Kpyr mobpa». PaboTa doHma mMo3BONIHT 00CCIICUUTH THICSYU JCTCH HEOOXOIUMBIM
JIEYEHUEM, B YACTHOCTU OCYILECTBUTH 3aKYIIKH TIOPOTOCTOSAIIUX IPENapaToB, KOTOPHIE NIOKA €IIe HE
3apeructpupoBanbl B Poccun. Cpencrsa B «Kpyr 106pa» OynyT noctynarh 3a CUET MOBBIIIEHHOTO
HA®DJI nns rpaxaan, 4bd AOXObI MPEBBIMIAOT 5 MIIH pyOseit B roa. B cymectByronux B Poccun
opUIMANTEHBIX PETUCTPaX HET 3a00JIeBaHUS CIMHAIBHO — MbImieuHas atpodus (mamee — CMA),
3HAYUT, CBEJCHHS O MAIUEHTaX HEe BHOCATCS B PETUCTP, U MH(OPMALIKS O AIIMEHTE OCTAETCSI TOIBKO
Ha ypOBHE Bpayua — CIIeLMaINCTa, KOTOPBIM HAOII0AA€T 3TOro pedeHKa, KaK MalueHTa ¢ XpOHUYECKUM
3a00JIeBaHUEM, COCTOSIILIEr0 Ha JUCIaHCEpPHOM HaOoAeHUHU. J[0CTOBEpHO MPOBEPUTH TAHHBIE O
YHUCJIe MauMeHToB ¢ nuarno3oM CMA He mpenoCTaBisieTCss HU B OJJHOM PETHOHE MO O(PHUIIHATbHBIM
cTatuctuyeckuM (opmam uiau peructpam. OTCYTCTBHE JIOCTOBEPHBIX JaHHBIX O MalMEHTaX,
MOTPEOHOCTH MX B KOHKPETHBIX JIEKAPCTBEHHBIX Mpernaparax (I03UPOBKH, aHTPOMOMETPHUYECKHIX
MOKa3aTeNsiX), JUHAMUKE COCTOSIHUS (HaJIM4YuMe CKOJMO03a, 3aBUCUMOCTh OoT WMBJI, mammmatuBHBIM
CTaTyc) He MO3BOJSIOT PAacCUUTaTh MOTPEOHOCTh Ha YpPOBHE, Kak CyOBeKTa, Tak M (eaepanuu.
JlaHHast cuTyalusi CBUAETEIbCTBYET O HEOOXOAMMOCTH CO3/IaHUs €IUHOTO perucTpa MalueHToB C
pa3IMYHBIMHU YPOBHSIMH JOCTYMA (U1 Bpauei, TIaBHBIX CIIEIUAINCTOB U PYKOBOJIUTENEH OpraHOB
3/IpaBOOXPAHEHUS PETHOHA).

Henas. Co3zganne npoToTUNa KIMHUYECKOTO JUHAMMYECKOTO PETUCTPA MALIUEHTOB C TE€HETUYECKU
MOATBEPKICHHBIM JTUAarHO30M CIUHAIBHO - MbImeuHas arpodus (CMA), mo3Bojsomero Ha
pPErMOHAIBHOM YpPOBHE BHOCHTH KIMHMYECKHE JaHHble M0 KaxaoMy mnauueHty CMA, c
MOCJIEAYIOIUMHU U3MEHEHUSIMHU B 3aBUCHMOCTH OT KIIMHUYECKON 3()(PEeKTUBHOCTHU MTaTOT€HETHYECKON
Tepanuu U COCTOSIHUS MallMeHTa.

Matepuanbl 1 MeTobI. [I[pocieKTHBHOE MHOTOLIEHTPOBOE HE MHTEPBEHIIMOHHOE 00CEpBALIOHHOE
UCCIIeIOBaHNEe MO cOOpy ¥ aHalu3y MaHHBIX PYTHHHOW MPAKTUKA TUATHOCTUKU W JICYCHHUS
MAlMEHTOB CIHHAJIBHO-MBIIIEYHONH aTpodueil, BKIOYas TEeHETHYECKHEe TEeCTUPOBAHHE, aHaJIu3
MOTOPHBIX (DYHKIMN TalHMeHTa, MOTPEOHOCTH B PECHUPATOPHON M HYTPUTHUBHOU MOIIEPIKKE,
JOCTYITHOCTh IATOT€HETUYECKON Tepanuu B 48 pernoHax PO.

PesyabTartel. Co3an nporotun peructpa naueHToB CMA, BKITI0YaBIInii B cedst 23 nepeMeHHbIX,
KJIIMHUKO-COLMANbHBIN NMPOQUIIb NallMeHTa U JOCTYIHOCTh MaTtoreHerudyeckoi Tepanuu. [Iposenex

279



HayuHo-nipakTrdeckuii perieH3upyeMblid KypHaT
"CoBpeMeHHbIE TPOOIEMBI 3/IPABOOXPAHEHHS U METUIIMHCKOM ctaTtrucTuku” 2021 r., Ne 2
Scientific journal "Current problems of health care and medical statistics™ 2021 r., Ne 2
ISSN 2312-2935

aHanu3 u3 7 cyOBbEKTOB, KOTOPBIH MOKa3ai, 4yTo y nanuentoB | tuma B 94%, B 95% y Il tuna u 95%
y III Tuma manuerToB co CMA npoBeIeHO MOJISKYJISIPHO — TeHEeTUYECKOoe TecTupoBanue (rpu I Tumne
CMA y 29% nauuenToB Obi1a 1 xonus rena SMN2, nBe konuu umenu 24% MaluueHToB, 3 KOMUHA —
24%, y 24% wuccneaoBaHue NMPOBENECHO HE OBLIO, KOJIMYECTBO KOMHI Oosiee ueThipex He ObLIOo
MPEACTAaBICHO HU Y ojHoro nanuenta). llpu nepBom tune CMA He UMEIOT BO3MOKHOCTU CUACTh
71% mnamuenTtoB, pu BTopoM THune 29% nauueHToB. Cagarcs CcamMOCTOSITEIbHO WIM CHUIAT C
noaaepxkkoi — 39% nanuenToB ¢ nepbiM TUIIOM CMA u 47% nanueHnToB co BTOpsiM TUIoM CMA,
IpHU 3TOM 0€3 MOJIEPKKH — TOIbKO 24% manueHToB co BTopeiM Tuniom CMA. Ilpu Tpetsem Ture
CMA Tonbsko 10% He cMAUT caMOCTOIATEIbLHO, OcTaabHbIe 90% MalEHTOB CUISIT CAMOCTOSATEIILHO,
C MoJep>KKOM uiau cuait 0e3 moanepxku. [Ipu | tTume CMA He aepkat roioBy 71% manueHTos,
npu |l Tune — 32% u npu Il tune — 10% nanuenTos. Ilpu | Tune 65% nMer0T ckoIM03 pa3IMUHON
CTerneHu BblpaxeHHOCTH, IpH || Tune — 34% u npu |11 Tune ckonnosz Habmogaercsa y 71% namnuenra.
ITpu | Tume CMA B pecniupaTopHOil NOJJEpKKE JF000ro TUNa Hyxaaercs 59% mnanueHTos, U3 HUX
18% B HewmHBa3MBHOM BeHTWISALMU U 41% B MHBA3MBHOM NOAJEPKKE UEpe3 TPAXEOCTOMY, HE
HY)KJA0TCs B pecnuparopHoit nojuaepxke 41% naunentos. [Ipu |l Tune CMA nHe nyxnatores 41%.
[Tpwu Il Tue HU OAMH MALIMEHT HE HYXAAE€TCA B pECIUPATOpHOI moanepxkke. 71% nauuenTtos | Tumna
MOTYT NOTPEOJISTH MEPOPATLHBIE CUITMHTY, HA30TaCTPAIbHBIHN MMyTh MOJaYl MUTAHUS IPUMEHSIETCS Y
12% u y 18% ctout ractpoctoma. Ilpu Il Tume CMA Heo6XOAMMOCTh B 30H/I0BOM MUTAaHUU €CTh
TOJIBKO Y 2% marueHToB, 47% HyKIal0TCs B IEpOpalIbHBIX npenaparoB uiy cunuHrax. [pu |1 tune
CMA Bce manMeHThl MOTYT MUTAThCS CAMOCTOATEIBHO U HYKJIAIOTCA B EPOPATBHBIX Mpenaparax
JUISL IOAAEP)KaHUSI HOPMAJIbHOM MBIIIEYHOW MAcCChI.

KiawueBble cioBa. CrnuHaibHO-  MbIIIeYHass  arpousi, TEHETHYECKOe TECTUPOBAHHE,
NaTOreHeTHYECKas Teparnus, perucTp.

PROSPECTIVE STUDY "FEDERAL REGISTER OF PATIENTS WITH A GENETICALLY
CONFIRMED DIAGNOSIS OF SPINAL MUSCULAR ATROPHY FRPSMA™ THE BASIS
AND DESIGN OF THE STUDY. FIRST RESULTS

O. S. Kobyakova 1, V. | Starodubov.t, O. V. Zelenova , I. P. Vitkovskaya 2, S. I. Abramov 1,
Yu. I. Oskov !

! Federal Research Institute for Health Organization and Informatics of Ministry of Health of the
Russian Federation, Moscow, Russian Federation. Dobrolyubova str. 11, Moscow, 127254, Russia.
2 Deputy Chief Physician of State Budgetary Health Care Institution " Morozovskaya Children's
City Clinical Hospital of the Department of Health of the City Moscow", Moscow

Relevance. To ensure the implementation of the order of the President of Russia V. V. Putin of
08.07.2020 No. Pr-1081 on the organization of providing medicines to children suffering from rare
(orphan) diseases at the expense of the federal budget, the Circle of Good Foundation was established.
The fund's work will provide thousands of children with the necessary treatment, in particular, to
purchase expensive drugs that are not yet registered in Russia. Funds in the "Circle of Good" will be
received at the expense of increased personal income tax for citizens whose income exceeds 5 million
rubles a year. In the official registers that exist in Russia, there is no disease of spinal muscular atrophy
(hereinafter referred to as SMA), which means that information about patients is not entered in the
register, and information about the patient remains only at the level of a specialist doctor who
observes this child as a patient with a chronic disease who is on dispensary observation. Reliable data
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on the number of patients diagnosed with SMA is not available in any region using official statistical
forms or registers. The lack of reliable data on patients, their needs for specific medications (dosages,
anthropometric indicators), the dynamics of the condition (the presence of scoliosis, dependence on
ventilators, palliative status) do not allow us to calculate the need at the level of both the subject and
the federation. This situation indicates the need to create a single register of patients with different
levels of access (for doctors, chief specialists and heads of health authorities in the region).

Goal. Creation of a prototype of a clinical dynamic register of patients with a genetically confirmed
diagnosis of spinal muscular atrophy (SMA), which allows to enter clinical data for each SMA patient
at the regional level, with subsequent changes depending on the clinical effectiveness of pathogenetic
therapy and the patient's condition.

Materials and methods. A prospective multicenter non-interventional observational study on the
collection and analysis of data on the routine practice of diagnosis and treatment of patients with
spinal muscular atrophy, including genetic testing, analysis of the patient's motor functions, the need
for respiratory and nutritional support, and the availability of pathogenetic therapy in 48 regions of
the Russian Federation.

Results. A prototype of the SMA patient register was created, which included 23 variables, the
patient's clinical and social profile, and the availability of pathogenetic therapy. An analysis of 7
subjects was conducted, which showed that in type | patients in 94%, in 95% in type Il and 95% in
type 11 patients with SMA, in type | SMA, 29% of patients had 1 copy of the SMN2 gene, two copies
had 24% of patients, 3 copies-24%, in 24% the study was not conducted, the number of copies more
than four was not presented in any patient. In type I, 71% of patients do not have such a possibility,
in the second type (29%) of patients cannot sit independently or sit with support — 39%, while sitting
independently and without support — 32%. In type | SMA, 71% of patients do not hold their heads,
in type 1l — 32% and in type 111 — 10% of patients. In type I, 65% have scoliosis of varying severity,
in type 11-34% and in type 111, scoliosis is observed in 71% of patients. In type | SMA, 59% of patients
need respiratory support of any type, of which 18% need non-invasive ventilation and 41% need
invasive support through a tracheostomy, 41% of patients do not need respiratory support. In type Il
SMA, 41% do not need it. In type 111, no patient needs respiratory support. 71% of type | patients can
consume oral sipings, the nasogastric route of feeding is used in 12% and in 18% there is a
gastrostomy. In type Il SMA, only 2% of patients need probe nutrition, and 47% need oral
medications or sipings. In type 111 SMA, all patients can eat independently and need oral medications
to maintain normal muscle mass.

Keywords. Spinal muscular atrophy, genetic testing, pathogenetic therapy, registry.

AKTyanbHOCTB. VcTopuuecku oxupaemasl MpOJODKUTENBHOCTh JKU3HU TIPH Hambosee
pacripoctpaHeHHON U Tsokeno popme CMA (tum I) cocraBiser meHee IByX JeT. BepkuBaHue
3aBHCHT OT JIbIXaTeIbHON (DYHKIMHU, U MHOTHE MJIQJICHIIbI U JIETH B KOHEUHOM UTOTe HY)KJAIOTCS B
noctostHHOW BeHTW . CMA He BiMsSeT Ha KOTHUTHBHBIE (YHKIUHA, U YacTO CYIIECTBYET
KOHTPACT MEX]Jy HEpBHO-TICUXUYECKHMMHU (PYHKIMUSMHU MAlMEHTa U CIIOCOOHOCThIO ABUTAThCs. JlIist
NOJICP)KaHUS  TOJABWKHOCTH W (DYHKIIMOHUPOBAHHMsS KaK MOXHO JOJIbllle  HeoO0Xoauma
MYJIbTUAMCIUIUIMHAPHAS MOAAEPKUBAIONIAs OMOIIb, BKIIOYAIOMIAs PECIUPATOPHYIO, MUIIEBYIO,
KEITyT0YHO-KUIIEUYHYI0, OpTONEIUYecKylo U Jpyryto mnoazepxku [1, 2]. Tem He MeHee,

NOAACPIKUBAKOIIIAAd IMOMOIIb HW3IMEHAST—HC OCTAHABJIMUBACT MNPOrpeCCUIO 3a6OJ'IeBaHI/I}I, a 3Ha4yuT
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HECMOTpsI Ha TNOJJCPKUBAIOIIYIO TEPaNuio, MOJHOCThIO 3aBHUCAT OT YJIECHOB CEMbU W JIMII,
OCYIIECTBJISAIOMUX yX0J. MHTEHCHUBHBIA yX0oa W (U3UYECKHE YCUJIUS, CBSA3aHHBIC C YXOJIOM 3a
naupueHtoM ¢ CMA, Morytr mnpuBecTM K IOTEpE CHAa, CTPEecCy, TPEBOT€ U SMOIMOHAIHHOMY
pPacCTpOMCTBY Y JIUII, OCYLIECTBIAIOMMX yxo. [3,4]. CnenoBarenbno, CMA MOXET MOBIUATH Ha
Ka4yeCTBO U3HU IMAIMEHTOB, a TAK)KE UX CEMEH U JIUII, OCYIIECTBISIONIUX YXO/I.

B Hacrosgmmii MOMEHT BpEMEHHM B MHUpE M3BECTHbI 4 mpemnapara i MaTOreHEeTHYEeCKOH
tepanuu (Cniunpaza (MHH nycunepcen); OBpucain (MHH pucaunnam); 3onrencma (MHH
oHaceMHOreH abemnapBoBek); bpaHamimaH — MPOXOAMT KIMHUYECKHE HCCIICOBAHMS.), KOTOPHIE
MMEIOT NATOTC€HETUYECKUN MEXaHU3M JICUCTBUS, @ UMEHHO BO3JCHCTBYIOT HA Pa3jUYHbIC JTIOKYCHI
nopakeHHbIX TeHoB SMN1 u SMN2. SMNI1 co3gaer 6enok SMN, HEOOXOIUMBIN MJIsT Pa3BUTHS
MOTOPHBIX HEHpoHOB. XOTs reH MoTopHOro Heipona (SMN2) takxke mpoaymupyer 6emok SMN,
TOJIBKO HEOOJBIIOE KOJMWYECTBO O€lka, KOTOPBIM OH CO3/aeT, SIBISICTCS (QYHKIMOHAIBHBIM.
CrnenoBatenbHO, B TO BpeMs Kak KonuuecTBO komuii SMN2 monpynupyer Tsxectb SMA CMA,
nanueHTsl 6e3 SMN1 uMeror HepocTaTOUHBIA ypoBeHb Oenika SMN He3aBHCHMO OT KOJIUYeCTBa
konmit SMN 1. OToT neuuT BeI3pIBACT HEOOPATHUMYIO IETEHEPAIUIO TBUTATEIbHBIX HEHPOHOB, YTO
MIPUBOJIUT K IPOTPECCUPYIOICH MBIIICYHOHN c1a00CTH ¥ MEIIAeT MAIIMEHTaM JIOCTUYh JIBUTATEIbHBIX
BEX WJIM COXPAHUTH JABUTATENbHbIC GYHKIHH 5, 6].

B Hacrosmuii MOMEHT B OOJBIIMHCTBE CTpaH EBpombl 1 AMEpHKH HavaThl aHAIOTHYHbBIC
MIPOCTIEKTUBHOE MCCIIEIOBAHUS IO COOPY M aHAIN3y KIMHUKO-COIMAIIBHBIX aCIIEKTOB JUArHOCTUKHU
Y PYTUHHOM NPAaKTUKH ManneHToB CMA pa3iudHbIX TUTIOB. BOJIBIIMHCTBO cO3/1aBaeMBbIX TUIaTGOpM
COJICPKUT aHAJIOTUYHBIC TIEPEMEHHBIE, TPECTaBIEHHbIE B HalIeM peructpe. OCHOBHBIE TPYAHOCTH
B cOope nH(pOpMAIK OJIMHAKOBHI JJI BCEX CTPaH, a UMEHHO, MPaBUIBLHO MOCTABICHHBINA TUATHO3,
HaJu4yle TEeHETHMYECKH NOATBEPKIECHHOTO JUarHo3a, HCKIOYEHUE MalUeHTOB C JPYTUMH
JMarHo3aMu, a TakKe UCKItoueHue nanuenToB ¢ 4 tunom CMA. Tak, 1o JaHHBIM aMEepUKaHCKOTO
HCcCIe0BaHus 1Mo cocTosiHUIo Ha 31 mexabpst 2016 roga 6a3a nanasix Cure SMA conepkana 6583
YEJI0BEKa, OJTHAKO MOCJE YJaIeHUsI HEKOPPEKTHBIX JTaHHBIX OCTaJ0Ch TOJIbKO 1966 uenoBek, U3 HUX
51,9% wumenn T 1, 32,3% - tum 11 u 15,8% - tum 111, moau tuna Illa u Tuna I1Ib B 3TOM aHanmu3e He
paccuntsiBasiuch [7]. pyroe nccnenoBanne RESTORE, BkmrouaeT B ce0si HE TOJIBKO JaHHBIE TIO
CIUIA, 1O 1 10 25 npyruM CTpaHaM, TaKXKe MPeACTaBIseT COOON MPOCIEKTUBHOE MYJIbTUIIEHTPOBOE
o0cepBalMOHHOE HCCIIe0OBaHNE, IEPEMEHHBIE, KOTOPhIE COOMPAET PETUCTP, COBMAIAET C aHAIOTAMU,
Ha 3 suBaps 2020 roga coaepKUT AaHHbIE 0 64 HOBBIX MallMEHTaX, YTO, 10 MHEHUIO aBTOPOB, AacT

BO3MOXHOCTb )IeTaﬂBHOﬁ OILICHKHU KaK KpaTKOCPOYHBIX, TaK U JOJTOCPOYHBIX UCXOJ0B 3a00/1eBaHUs
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[8]. Kanaackuii perucTp HEpBHO-MBIIICYHBIX 3a00I€BaHU COIEPKUT B ceOe HHPOPMAIIHIO TIO BCEM
3a00JIeBaHUSAM TPYMIbl, OJHOM K3 CaMbIX CHJIBHBIX CTOPOH pErucrpa, Mo MHEHHIO aBTOPOB,
CUMTAETCS YJIYYIIEHHE KOMIIETEHIIMIM CTPaHbI 10 MPOBEACHUIO KIMHUYECKUX UCCIEAOBAHUI HOBBIX
MEAWIIMHCKUX TEXHOJIOTUN JUIs JaHHOW rpymnmbl 3a0oneBanuii [9]. o coctosHuio Ha Mapt 2020
rojia, perucTp BKItoyal B ce0s nanublie u3 31 kinnuku Kanasel, paboTaroiye ¢ naiueHTaMu Helpo-
MBIIICYHBIMU 3a00JICBaHUSAMH U cojieprkai panHble o 250 manuentax CMA [10].

WTanbsHCKUI perucTp HEHpo-MbIIIEUHBIX 3a001eBaHui cymecTByeT 6osee 10 yeT, ocHOBaH
Ha TwiarGopme HHPOPMANMOHHBIX TEXHOJIOTUM, COJEPKUT PAa3HOOOpPA3HBIE MOJIYIH, KOTOPHIE
MO3BOJISIIOT paboTaTh B HEM HE TOJBKO BpayaM, HO U IMalMEHTaM, MPU HEOOXOJUMOCTU PErHCTp
OBICTPO aJaNTUPYETCs, U BKIIOYAIOTCS HOBbIE Moaynu. Ha MOMeHT myOnuKanuu Hay4yHOW CTaThU
peructp conepxkan uHpopmaruio 6onee yem o 2 000 marueHTax pa3IMIHbBIMA HEHPO-MBIIICUHBIMH
3aboneBanusmu [11].

B Poccunm 2020 romy mnpoBeoeHO IMEepBOE€ OOCEPBAIMOHHOE OJIHIEMHUOIOTHYECKOE
UCCIIEIOBAaHUE IO OMNPEICIICHUI0 PACIPOCTPAHEHHOCTH CIHHAIBHO-MBIIIEYHOW aTpoduu Ha
tepputopun P®D, KoTOpoe BHISIBWIO CIEAYIONINE 3aKOHOMEPHOCTH PacHpOCTPaHEHUSs MpoIlecca: B
ctpykrype CMA I tun coctasmusiet 20,5%, Il tun — 49,2%, 11 tun — 30,3%. CornacHo mojiy4eHHOM
mopenu, oxkugaercs ot 1203 go 1776 manuenTos c I, 11, III Tumamu CMA B Teuenue 2021 h“onal[I/IBl].
[To Tunam - CMA nepBoro tuna oxugaercs ot 205 no 396 nanueHToB, BTOPbIM TUIIOM OT 558 10
836 marueHTOB W TpeThuM TUMOM OT 323 mo 631 mamumenta. Cpenu mauueHToB co CMA 68%
nanueHToB - aetu miuamgme 18 ner (npu I tume - 100%, npu Il Tune - 73%, npu 11 Tumne - 41%).
[IpencraBineHHoe wuccleqOBaHUE TaKXKE BKIIOYAIO B ce0s aHAIM3 TMEPEMEHHBIX CBS3aHHBIX C
TeHETUYECKUM MOATBEPKACHUEM JIMarHo3a, aHallu3 MOTOPHBIX (PYHKIIMH MAIllMeHTOB, MOTPEOHOCTH
B PECMUPATOPHOH M HYTPUTUBHOM MOANEP)KKE, MAITUATHBHOW TOMOIIM U TMAaTOT€HETUYECKOU
tepanuu. | Tum CMA y nereit ot 0 1o 12 mecsues peructpupyercs B 83% ciryuaes, B Bo3pacTe OT 2
1o 3 aet B 45,5% - I tun, B 50,6%- II tTun u 3,9%- III Tumn CMA. U3 137 naumentos ¢ I Tumom CMA
B UCKYCCTBEHHON BEHTWIALIMU JIETKUX HYyXAaroTcs 27% nered, 11 % Hyxnarorcs B HyTpUTUBHOU
MOAJEP)KKE Yepe3 Ha3oracTpaibHbId 30HA U 43% HyXIalTcs B MaUIMATUBHON MeEIUIIMHCKON
nomoIu. VMIMEeHHO JaHHOE HMCCIeIOBAaHUE CTajo OTIPABHOW TOYKOW B ()OPMHUPOBAHUU MPOTOTHIIA
peructpa st oppaHHbIX 3aboneBaHuil Ha npuMmepe CMA, KOTOpBIN aHAIM3UPYETCS B TEKYIIEeH
cratee [12].

Heab uccaenoBanusa. Co3gaHue MPOTOTUIA KIMHUYECKOTO TUHAMHUYECKOIO pErucTpa

MAIMEHTOB C TEHETUYECKH MOATBEPKJACHHBIM TMarHO30M CIIMHAIIBHO - MbllIeuHas atpodust (CMA),
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MIO3BOJISIOIIET0 HA PErMOHAIBHOM YPOBHE BHOCHUTH KIMHUYECKHE JaHHBIE 110 KaKJIOMY IALUEHTY
CMA, c nocieaylolmMMHU H3MEHEHMSMH B 3aBUCUMOCTH OT KIMHMYECKOH 3(P(HEKTUBHOCTH
[IATOT€HETUYECKON TEPAllMU U COCTOSIHUS NA[UEHTA.

Marepunansl U Metoabl. /{u3aiiH mccielOBAHUA — MIPOCIIEKTUBHOE MHOTOLIEHTPOBOE HE
HWHTEPBEHIIMOHHOE 00CEpBAIlMOHHOE UCCienoBaHne. B nccienoBanue BKIOUYeHO 48 cyObekToB PO
YUCJICHHOCTh HAaceJIeHUs B KOTOpbIX cocTaniseT 113 139 023 yenosek, 4yTo cooTBeTcTBYET 77 % OT
YHCIIEHHOCTU HaceneHusi PD, Mbl oxxumaem mpoBectu aHanmu3 Oosiee ueM 800 marmeHToB CMA,
IIPOYKUBAIOLIMX HA JAHHBIX TEPPUTOPUSIX.

IIpobsembl coopa undopmanuu no opdanubiM 3a0oseBanussmM B Poccumn. BapuaHTthl
cOopa nHpopmaluu 1o opdaHHbIM 3a00JI€BaHUAM: AaHHBIE POPM TOCYAAPCTBEHHOM CTATUCTUKH U
pErucTphbl NalMEHTOB.

IlepBblii BapumaHT N0 JaHHBIM (OpMaM TroCyAapCTBEHHOH CTATHCTHUKH. JMarHos
CIMHaJbHas MbllieuHas arpodus, cornacHo MKbB 10 - MexayHnapoanas kinaccupukanus 6one3Hen
10-ro mepecMoTpa OTHOCHUTBHCS K pyOpuke CruHanmbHas MbllIedHas aTpodus U pOJICTBEHHbIE
cuaapomsl (G12). [lannblii paznen B cratuctudeckor popme rogoBoro oryera (CBeaeHHS O YUCIIE
3a00JIeBaHNH, 3apETUCTPUPOBAHHBIX Yy TIAllMEHTOB, IMPOXHUBAIOIIUX B pailoHe O0OCITyKHBaHUS
MEIULUMHCKONW opranu3aimuu ¢opma 12) otHocutTcss Kk kinaccy «boje3sHHM HEpPBHOH CHUCTEMBI»,
noarpynna «CuctemMHble aTtpouu, MOpa)xarolyue MNPEeUMYIIECTBEHHO IEHTPAJIbHYI0 HEPBHYIO
cuctemy» ctpoka 7.2. (G10 - G12). Opnako, nanHas ¢popma He SIBISCTCS TUHAMHYECKONH U HE
COJIEP’KUT UH(OpPMALIHIO O MAlMeHTaX, KOTOPbIe HE MOCeIall aMOYIaTOPHYIO CIYyKO0y B TEKYILIEM
roq. Bce maumentsl ¢ nuarnozoM CMA umeroT 5 rpymmy 340pOBbs, a 3HAUUT, Bpayu OOS3aHbI
HaboAaTh He peke 1 pa3a B 6 MecsIIeB, B TOM 3aKJII0YATCs TUCIIAHCEPHOE HAOII0IeHUEe TallieHTOB
C XpOHHMYECKOH marosorueif, uyto otpaxaercs B ¢opme oruétHoctH Ne3(0. Kpome »storo,
CHELMAIMCTHI 3aMOJIHAIOT (popMmy cTaTrcThyecKoil orueTHOCTH Ne 19 (mo unBanuaHoctn). OnHako,
HE CMOTpsI Ha HaJIMYME KaK MUHUMYM TpeX (pOpM OTUETHOCTH, B KOTOPBIX MOTYT OBITH OTpPaKEHbI
cBesieHus o nmanueHTax CMA, feTajibHy0 HH(POPMAILHIO TOTYYUTh IPAKTUYECKH HEBO3MOXKHO.

Bropoii BapuaHT c00p JaHHBIX 10 peructpam. CornacHo cratee 44 DenepallbHOTO 3aKOHA
Poccuiickoit ®@enepanuu ot 21.11.2011 Ne 323 «O06 oxpane 310poBbs rpaknan B Poccuiickoit
®denepanun» CyHIeCTBYeT NepeueHb peakux (opdaHHbIX) 3a0oneBaHUN Ha caiite MuHHCTEpCTBa
3npaBooxpaHeHus Poccuiickoit ®Denepamuu, U3 KOTOporo ObUT CcHOPMHPOBAH M BeJETCS

MunucrepcTBoM 31paBooxpanenus PD:
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- MenepanbHbll PEruCTp UL KU3HEYTPOXKAOUIUX U XPOHUUYECKHX IMPOTPECCUPYIOLINX PEIKUX
3a00JIeBaHUM, MIPUBOISIINX K COKPAIICHUIO MPOIOJIKUTEIbHOCTH KU3HU WIN K UX UHBAJIUIHOCTH.
- ®enepalbHBIA PErUCTp JHIL, OOIBHBIX TeMOPIIHEH, MyKOBUCIIHI030M, THITO(HU3aPHBIM HAHU3MOM,
0one3npto [omie, 37T0Ka4eCTBEHHBIMH HOBOOOpA30BAaHUSMHU JTHUMQPOHUTIHOW, KPOBETBOPHOU U
POJICTBEHHBIX MM TKaHEH, pACCESHHBIM CKJIEPO30M, TI'€MOJUTUKO-YPEMUUYECKUM CHUHIPOMOM,
FOHOLLIECKMM apTPUTOM C CHUCTEMHBIM HavaioM, Mykonosucaxapuao3zom I, II m VI tunos,
alIaCTUYeCKOW  aHeMUeH  HEYTOYHEHHOW, HAaCIeACTBEHHBIM nedunuroM  daxtopo Il
(¢pubpunorena), VII (mabunsHoro) X (Ctroapta-IIpayspa), qull mocie TpaHCIUTAHTAIMH OPTaHOB U
(wM) TKaHEH, KOTOPBIM HE SBISETCA perucTpoM opdaHHbIX 3a0oneBaHuil. JlaHHBIA PErHCTp
SIBJISIETCS] PETMCTPOM BBICOKO3aTPaTHBIX HO30JIOTHiA, HE BCE HO30JIOTUH, BXOISAILIUE B HETO, SABIISIFOTCS
ophaHHBIME (HAIPUMEp, TPAHCIUIAHTAIUS W 3JI0KAYECTBCHHBIE HOBOOOpPA30BaHUS JIMM(OUITHOMU,
KpOBETBOPHOM M pOJICTBEHHBIX UM TKaHel ). Kpome atoro, natonoruu CMA B 1aHHOM PErucTpe Her.
Bener nmanubiii peructp MunucrepctBo 3apaBooxpaHeHus PD, a B KaxJA0M pEeruoHe e€cTb CBOM
PErMOHANIbHBIN CErMEHT.
3aboneBanne CMA He BXOIUT HU B OJWH W3 M3BECTHBIX PETHCTPOB, OHO JIUIIb €CTh B MEpPEUHE
penkux (opdaHHBIX) 3aboieBaHMid Ha caiite MuHHCTEPCTBA 31paBoOXpaHeHHs Poccuiickoi
®enepauuu. [ yyera naigueHTOB C JAHHOW MMATOJIOTUEN B KAXKJIOM PETUOHE €CTh CBOM PErUCTp.

IIporoTun perucrpa u mcciaeayemMble nmepeMeHHble. B uccienoBaHne BKIIOYAKOTCS BCE
nanueHTsl ¢ 0 JieT, BKITtouast B3pociibix ¢ nuario3om CMA |-V tumnom, KoTopsIM TOCTaBJICH JUATHO3
B TEUYCHHE XU3HU. BHOBBL BBISIBICHHBIC MAIMEHTHI, C TEHETHYECKU MOITBEPKIACHHBIM JUATHO30M
CMA. Yetseptsiii Turt CMA OyzieT UCKITIOYEH U3 TTPEIOCTABIISIEMbIX TaHHBIX, T.K. 110 KIUHUYECKUM
pEeKOMEHalMsAM JaHHBII TUI 3a0o0NieBaHUSl HE TPeOyeT MaTOr€HEeTHYECKOTro WM MallTHaTUBHOTO
JICYEHUs, a TAIlMEeHTHl Pa3BUBAIOTCS KaK HOPMaJlbHbIE MHAWBHUIYYMBI B OOIIEH MOMYISIIUHA. THUIIBI
CMA OynyT knaccupuIUpOBaHbl B 3aBUCHMOCTH OT BO3pacTa Haudaja 3a00JIeBaHMs, KOJIWYECTBA
korit SMN2 u camoii BEICOKOM MPHOOPETEHHOM IBUTAaTebHON (QYHKIIMU (HapuMep, HE3aBUCUMOE
CHJICHUE U TIepeBUKECHNUE).

[Tporotun peructpa paspabotan Ha ruiatdopme mporpammbl EXcel, mpeacraBnsier coboit
MpEeA3aNoNMHCHHBIM  (aiia MO0 KOJMYECTBY TAI[MEHTOB, 3apETHCTPUPOBAHHBIX B PETHOHE.

[lepemenHnble, cobupaemble B pETUCTPE, IPEACTaBICHbI B Ta0HIIE 1.

285



HayuHo-nipakTrdeckuii perieH3upyeMblid KypHaT
"CoBpeMeHHbIE TPOOIEMBI 3/IPABOOXPAHEHHS U METUIIMHCKOM ctaTtrucTuku” 2021 r., Ne 2
Scientific journal "Current problems of health care and medical statistics™ 2021 r., Ne 2
ISSN 2312-2935

Taoauna 1

ITepemenHbIe, coOMpaeMbie B pErUCTpPE MAIMEHTOB ¢ quarHo3om CMA

Non/n

1. Jlara 3anonHeHus orpoca

IMacnopTHas yacTh

[[aTa POXIACHUSA ITalUCHTA

Ilon

MYX
KEH

AHTPOIIOMETPUYECKUE TaHHBIC HA MOMEHT 3aIlOJIHCHUS aHKETHI
poct (cMm)
Macca Tena (Kr)

Jlnarnos
OcHoBHolt auarHo3 (tunt CMA BeiOnpaem)
o 1
™I 2
™ 3
t™n 4

OcnoXHEeHHsI OCHOBHOTO 3a00sieBaHus (KaK B UCTOPUHU OOJIC3HM )

ConyrcTByromiue 3a00eBanus (Kak B ICTOpUU OOJIE3HN)

Hara nepsbix cumnroMmoB CMA (kajieHJapb, BO3pacT pacCUUTHIBAETCS aBTOMATHUECKH)

MonexkynapHO-TEeHETUUECKOEe MTOATBEPKICHUE
€CTh
HET

KomnuectrBo kommii rena SMN2
1 xorms

2 KOIUHU

3 kommuu

4 xonuu

Ooiee 4 xonuun

onpeelIeHue He MPOBOAMIOCH

CocTosiHMe ManueHTa

He ACPIKUT I'OJIOBY:

Ha
Her

ITarueHT cuauT:

HET

CaJINTCS CaMOCTOITSIBHO
cUIUT 0e3 MOIePKKU
CUJIUT C MOJJEPKKON

Or11ieHKa X0IbOBI:
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HE XOJIUT
XOJIUT 0€3 MOAICPKKH
XOJIUT C TIO/JICPKKOM

Cxonnos:

a
Her

PecnimpaTtopHas nojiep;kka Ha MOMEHT 3aII0JIHEHUS aHKEThI:
HEMHBa3UBHAs BEHTHIIALUS JIETKUX

WHBA3WBHAs BEHTUJISLINS JISTKUX

HE HyX/JaeTcs

Hannune tpaxeocTomMsl:

Ha
Her

XUpypruyeckue BMEIIaTeIbCTBA!

XUPYpPrudecKast KOppeKIUs CKOJIN03a;

¢bynnormkanus no Huccenys;

XUpYprudeckasi KOppeKIius BbIBUXa Ta300€JpEHHOr0 CyCTaBa;

XUPYpPruvecKas KOpPeKIHs SKBHHO — BApPyCHBIX KOHTPAKTYP W/WIIN CTUOATENbHBIX
KOHTPAKTYpP KOJICHHBIX CYyCTaBOB.

PeabuMTanMoHHbIE MEPONPUSITUS

Kakune peabunutanioHHbIe MEPONPUSATHS POBOANINCH?
UCIIOJIb30BaHUE BCIIOMOTATENILHBIX PUCIIOCOOICHUH
SproTepanus

CTPETUYHHT

Maccax

OanpHEOJIOTNYeCKas Tepanus

¢buznorepanus

HE MPOBOMIINCH

[lepnom4HOCTh PEaOUINTALIMOHHBIX MEPOIIPUSTHI:
€)KEHEBHO

He pexe | pa3a B HeAeno

He pexe 1 pasa B 1 mecsan

He pexe 1 pasza B 3 mecsia

He pexe 1 pas3a B 6 mecs1eB

pexe 1 pa3a B 6 mecsiieB

MIPOBOJISATCS] HEPETYIISIPHO

Vcnionb30BaHue BCIIOMOTaTeNbHbBIX MPUCTIOCOOIECHUI:
KOpCET

opres

annapatsl KAFO, AFO u nap.

TYTOp

BEPTUKAIA3ATOP
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KOJISICKa

HyTrpuTuBHas nomaep:kxka

[Ipuem nuum maureHT OCyIECTBIISIET:
SHTEPATBHO

MMAPIHTEPATIBHO

CMEIIIAaHHOE IINTaHUE

[1yTh BBeieHUS APEHTEPATILHOTO MTUTAHUS:
- iepudepuyecKre BEHbI
- LIGHTPAJIbHbIE BEHbI
- HE HYX/IaeTCst

I1yTe BBEIEHHS SHTEPATILHOTO IIUTAHUS YEPE3:
- Ha30TracTpajbHbIN 30H]
- raCTpOCTOMAa
- por

ITaTorenern4yeckas Tepanus

HpOBOI[I/ITCH JIX MaTOr€HETUYCCKasA TCparrd Ha MOMCHT OIIpOcCa:
Ja
HET

Jlata Hayana NaTOreHeTUYECKO Tepanuu - CBOOOAHBIN BONPOC (KaJleH1aph, pacCUUTaTh
BpeMs OT Ae0roTa 3a00JIeBaHUs U OT YCTAaHOBKM JJMarHo3a /10 Hayajla NaToreHeTHYeCKon
Tepanuu)

[TaTorenernueckas Tepanus B aHaMHe3€ (KaJleH1apb, PACCUUTATh BPEMs MEXKIY
KypcamH):

Cnunpaza (MHH nycunepcen) (1ara Hauasna, 1aTa OKOHYaHMS, €CJIM TPOJOJIKAET
MPUHUMATD YKa3aTh TEKYILYIO JaTy)

Oepucnu (MHH pucaumiam) (nata Hadana, 1ata OKOHYaHUs, €CIIH MPOAOHKACT
MPUHUMATD YKa3aTh TEKYILYIO JaTy)

3onrencma (MHH onacemHoren abenapBoBek) (1aTa Hadaja, JaTa OKOHYaHUs, €CIH
IIPOJOJKAET MIPUHUMATD yKa3aTh TEKYILYIO 1aTy)

Hpyroe (ykaxwure) (gaTta Hayaa, JaTa OKOHYaHUS, €CIIU MPOJI0JHKAeT IPUHUMATh
yKa3aThb TEKYILYIO JaTy)

He nomy4uan

Ecnu npoBoamiack 3aMeHa JeKapCTBEHHOTO Mperapara, TO 4TO SBUIIOCH TIPUUUHOM
HaJM4ue NOoOOYHBIX SIBJICHUH 3aperucTpupoBaHHbIX B DapmMakoHaa30pe

OTKa3 MalueHTa

HEed () (HEKTHBHOCTH MPOBOIMMOM Teparuu

PHCK TIPOJIOJDKEHHS TEPAITUU MTPEBBILIAET €€ MOJIb3Y

apyroe (eTanu3upoBaTh)

I/IHTpaTeKaJII)HaSI HHBEKIMUSA

VYKakuTe CUTyalluH, KOTOPbIE YBEJIIMYMBAIOT PUCK U/UIIM MOTYT CTaTh
IIPOTUBONOKA3aHUEM K IPOBEJICHNUIO MHTPATEKAIbHOW HHBEKIUU:
I1oBbIIEHHOE BHYTPUYEPEIIHOE JaBICHUE
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Hapymenust cBepThiBaHMs KpOBU (KOAryaonaTus, TPOMOOLUUTONEHUS, TeMODUITHS, PUCK
KPOBOTEYCHHI )

Nudexnnu Koxku B MecTe MPOBEICHUS HHBEKIHH

JlpIxaTenpHas HeIOCTAaTOYHOCTH (TIOCTOSTHHASL PECTIHPATOPHAS TIOICPIKKA)
JlpIxaTenpHasi HeIOCTATOYHOCTh (HETIOCTOSIHHASL PECIIUPATOPHASI TOICPIKKA)
I'unotonus

CnuHasibHbIC STTUAYpaATbHBIE a0CIECChI

ONUIENTUYECKUN CTaTyC

[Topoku pa3BUTHS TO3BOHOYHOT'O CTOJI0a

['pyOble ckommoTuyeckue nedopmanny mo3BOHOYHUKA

[Topakenue cepana (apuUTMHK/KapIUOMHOIIATHH )

AJteprudecKue peakiiui Ha MECTHBIC aHeCTETHUKU

Hpyrue, ykaxxure

VYKa)XuTe CUTyalluu, KOTOPBIE, MOTYT YBEITMUMBATH PUCK H/HITH CTaTh
MIPOTHBOIOKA3aHUEM K TIPOBEJICHHUIO CEeAAalMN/HAPKO3a PU HHTPATEKATbHON HHBEKIH?
[ToBbIlIEHHOE BHYTPUYEPEITHOE JaBICHUE

Hapymenust cBepThiBaHMs KPOBU (KOAryJIOMaTHs, TPOMOOLUTONECHUS, TeMODUITHS, PUCK
KPOBOTEYCHHI )

JlpixaTenpHas HeIOCTATOYHOCTH (MIOCTOSIHHAS PECTIMPATOPHAs TOICPKKA)
JlpIxaTenpHasi HEI0CTAaTOYHOCTh (HEIIOCTOSIHHAS PEeCIIMpaTOpHast MOAJIEPIKKa)
['unoronus

DONUIENTUYECKUM CTaTyC

[TopaxeHnue cepieyHO-COCYAUCTON CUCTEMBI (HapyLIEHUs IPOBOJIUMOCTH, aPUTMHUH,
Kap/IMOMHUONATUH, TIOPOKH CepJilia, PYroe - yKaxuTe)

Bbyne6apHble HapylIeHus

Anneprudyeckue peakiuu

Hpyrue, ykaxxure

Taoauua 2

Pernonsl, Bomeamye B nujI0THOE ucciaenoBanue Ha mapt 2021 roga

Pezuon Kon-60 nayuenmosg
Mapuwuii On 6
CaparoB 4
KpacHosipcknii kpai 13
HpxyTrck 15
XabapoBck 9
[Tepmb 14
Omck 12
HBaHOBO 4
Hroro 77
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O6cyxaenune. B HacTosmmii MOMEHT cOOpaHbI IaHHBIE U3 8§ PErHOHOB IO MPEI3ar0IHEHHON

(dbopMe IpOTOTHUIIA PETUCTPA, TaHHbIE MIPEACTABICHBI B TabmuIe 2.

Jemorpaduueckas xapakTepuCcTHKa MalMEHTOB MpecTaBicHa B Tabnuie 2. JlanpHeimemy

aHaM3y OyAyT OJBEPTHYTHI 77 MAIIMEHTOB.

Kaunnyeckue XAPAKTCPUCTUKH MAIIMECHTOB. Ilo IIoJIy IaImMUEHThlI PpacnpeacIniIncCh

cienyromuM odpazom: 46 (61%) mysxkckoro nona u 31 (39%) — sxeHckoro nosa.

Taoauua 3

Pacnipenenenne nanmentos CMA 1o nomiy

Ilon Abc. %
My>K4rHBI 46 61
JKenmuer 31 39
Hroro 77 100

I[I/IaFHOS CMA mnocraBiieH BCEM manueHTaM, BKIIFOUCHHBIM B HCCJIICAOBAHUC, IIPpU 3TOM

IIEPBBIN TUI INAarHOCTUPOBaH y 22% nanueHToB, BTopoil Tun y 50% u tpetuii Tun y 28%, TOIBKO Yy

OJHOI0 ITanuMcHTa ObLI IIOCTaBJICH JUarHo3 4 TUIIa, IMO3TOMY IIOKa MbI HCKJIKOYAaEeM €ro Hn3

HUCCICIOBAaHU.

Taoauna 4

Pacnpez[eneHI/Ie MMalfMCHTOB CMA no TUIIaM, MOJICKYJISIDHO — TCHECTUUCCKOMY

MNOATBCPKACHUIO OCHOBHOT'O AWMAarHo3a, HAJIMYUIO COIMMYTCTBYIOIHUX 3a00JICBAHUM U OCJI0KHCHUI

Huaenos Tun 1 Tun 2 Tun 3

OcHoBHo#l 1narno3 CMA 17 | 22% 38 50% 21 28%
OcnoxHeHusI OCHOBHOTO 3a001eBaHus (KaK 13 | 76% 30 79% 19 90%
B UCTOpUU OOJIE3HU)
ConyrcTByroriue 3a0oyeBaHus (Kak B 5 29% 8 21% 10 48%
UCTOpUHU OOJIE3HN)
M -

OJIEKYJISIPHO - TEHETUYECKOE 16 | 94% 36 95% 20 95%
MOATBEPKICHUE

MonekynspHO — reHeTHUeCKOe TECTUPOBAaHWE M MOATBepxkaeHue nuarHoza CMA ObU10 y

nanueHToB 1 tuna B 94%, B 95% y BToporo thna u 95% y Ttpersero tuna nanueHToB co CMA.

OcI10)XHEHHsI OCHOBHOT'O IMarHo3a 3aperucTpupoBansl y 76% nanuenTos 1 tumna, y 79% nauueHToB

BTOporo tumna u 'y 90% namnueHtoB Tpetbero tuna. ConmyTcTByomue 3a001eBaHus HaOM0AI0TCS Y

29% mnanueHToB nepBoro tuma, y 21% mnanuentoB BTOoporo tumna u 'y 48% y manueHToB TPEThero

THUIIa, 4TO NPCACTABIICHO B TaGJ’II/II_IC 4,
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I[J'ISI Ha3HA4YCHHUSI I1aTOICHETHYECKOM TEpaAllMKM INPHUHOUIIHNAJIBHOEC 3HA4YCHUEC HMMCIOT

KoJruecTBO Konui reHa SMN2, pacripesiesieHue MalyueHTOB M0 JaHHOMY MPU3HAKY MPEICTaBICHO B

Tabauue 5.

Kak BUIHO U3 peCTaBICHHBIX JaHHBIX, pH nepBoM turne CMA y 29% nauuenTos Ob1a 1
konusi reHa SMN2, ne konuu umenu 24% nauueHToB, 3 konuu — 24%, y 23% wuccienoBaHue
MPOBEACHO HE OBLIO, KOJMYECTBO KOMHH 0oJjiee YeThIpeX HE ObUIO MPEJCTaBICHO HU Y OJHOTO

namucHTA.

Taoauua 5

Pacnpenenenue naueHToB MO KOJUYECTBY KONUidi reHa SMIN2

Konuwecmeo xonuii cena SMN2
KomunuectBo Tum 1 Ty 2 Tum 3
1 komus 5 29% 0 0% 2 10%
2 KOoOuu 4 24% 2 5% 0 0%
3 komnuu 4 24% 19 52% 8 40%
4 u Gonee KOIUH 0 0% 3 8% 2 10%
Htoro nmpoBoauiioch I/fccneILOBaHHe 1o 13 24 12
YHCITy KON T€HOB
HeTt ma"HHBIX 0 KOJIUMUYECTBE KOIIMH reHa 3 3% 12 3504 8 40%
SMNZ2
Taoauma 6

OI_IeHI(a MOTOPHBIX (I)YHKI_II/Iﬁ MnanucHTa: yACp>KaHue rroJIOBbL

Yoepoicanue 20n106b1
Tun 1 Tun 2 Tun 3
He nepxur ronosy 12 71% 12 32% 2 10%
JIepKUT rooBy 5 29% 26 68% 19 90%

[Tpu nepBom Tunie CMA He nep:xat rosioBy 71% mnanueHToB, npu BTopoM Ture — 32% u npu
TpetbeM Tune — 10% nanueHToB.

OreHKa BO3MOXXHOCTH CUAETH MpeicTaBieHa B Taduuiie 7. [Ipu nepBom THIie HE UMEIOT TaKOU
BO3MOKHOCTH 71% manueHToB, npu BTopoM Tumie 29% nanuentoB. Caaiarcs caMOCTOSTENIbHO WIH
CUIAT C ToaAepKKoi — 3% mamnueHToB ¢ nepBbiM THIIOM CMA 1 47% manueHToB ¢O BTOPHIM THIIOM

CMA, nipu 3TOM cUAAT 0€3 MOANEPKKH — TOJNbKO 24%marueHToB co BTOpsiM THIoM CMA. Tlpu
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TpetbeM THIIE CMA TOosbko 10% He CUOUT caMOCTOSATENbHO, ocTaibHble 90% MalMeHTOB CUIAT

CaMOCTOSATEIILHO, C MOJCPKKOM WIIA CUIAT 0€3 TOIIEPIKKH.

Taoauua 7

OI.[CHKa MOTOPHBIX q)YHKL[I/II‘/JI ManueHTa: BO3MOKHOCTH YACPKaHUA TCJIa B CUAAYEM COCTOSIHUUN

Bozmooicnocmo cuoems
Tun I Tun 11 Tun 111
Her 12| 71% 11| 29% 2| 10%
CaJIUTCSI CAMOCTOSTEIIBHO 2| 12% 3 8% 12| 57%
cuanT 0€3 MOICPKKU 0 0% 9| 24% 4|1 19%
CUIUT C MOACPIKKOU 3 18% 15 39% 3 14%
Tabauna 8

OrneHka MOTOPHBIX (DYHKIIMI TAIIMEHTA: OIICHKA CIIOCOOHOCTH XOXKICHHUS

Oyenka x00v0bl
Tun 1 Tun 2 Tun 3
HE XOIUT 16 94% 34 89% 7 33%
XOIUT 03 MOIEPIKKH 0 0 1 3% 10 48%
XOJIUT C TIO/ICPKKOM 1 6% 3 8% 4 19%

[Tpu nmepBoM TUIIE HE UMEIOT BO3MOXKHOCTh XOAMTh HaOmogaerca y 94% mauueHToB, npu

BTOpOM THIIE y 89% ManueHTOoB, PU TPETheM THIIE He XOIAT — 33%.

Taoauma 9

OLIeHKa MaTOJOTMYECKOI0 H3MEHEHHUS II03BOHOYHOTO CTOJI0a

Ckonuo3s
Tun 2

Tun 3
71%
29%

Tun 1

34% 15
16% 6

65% 26
35% 12

Ectp 11
Hert 6

[Ipu nepBom Ture 65% UMEIOT CKOJINO3 PA3IUYHON CTENIEHH BBIPAKEHHOCTH, P BTOPOM THUIIE —
34% v npu TpeThbeM TUIIE CKOJINO03 Habmonaetcs y 71% nanuenra.

Kak mpencrasieno B tabmuie 10, mpu nepBom tune CMA B pecniupaTOpHON MOIIEPIKKE
mo0oro Tuma Hykaaercs 59% nanuentos, n3 HuX 18% B HenHBazuBHOM THUIe U 41% B MHBa3UBHOI
MOJJIEPKKE depe3 Tpaxeoctomy (cMm. Tab.11), He HyXgaloTCs B pecnupatopHoil moaaepxke 41%
nanueHToB. [Ipu Bropom Tune CMA He Hyx)natorcs 81%. [Ipu TpeTbeM Tume HU OJMH MALUEHT HE

HYKJAIOTCS B pECIIUPATOPHON NOJIEPHKKE.
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Taoaumna 10
OrneHka HE0OXOIMMOCTH B PECITUPATOPHOM TOIIEPIKKE
Ilompebrnocmy 6 pecnupamophoti no0depiicKe
Tun 1 Tun 2 Tun 3
HEWHBA3UBHASI BEHTUIALINA JIETKUX 3 18% 6 16% 0 0%
WHBAa3UBHASA BEHTUIISAIUA JIETKAX 7 41% 1 3% 0 0%
HE HYXXJIaeTCs 7 41% 31 81% 21 100%
Taoauma 11

Haymnune TpaxeocToMsl 1Sl OCYIIECTBIEHUS PECITUPATOPHON MOIIEPKKE

Hanuuue mpaxeocmombsl

Tun 1 Tun 2 Tun 3
Jla 7 41% 2 3% 0%
Her 10 59% 36 47% 21 100%
Tadoauma 12

Xupypruueckoe jgedeHue, npopoaumoe nanuearam CMA

Xupypeuueckue emewamenbcmea

Tun 1 Tun 2 Tun 3
HE MTPOBOJIUITUCH 17 | 100% | 33 | 43% | 20 | 95%
XUpypruueckas KOppeKIus CKoano3a; 0 0% S | 7% |1 | 5%
bynnorumkanus no Huccenys; 0 0% 0 | 0% 0%
XHPYpruveckasi KOppeKIHsi BEIBUXa Ta300€eIpeHHOTO 0 0% ol ow ol ow
CyCTaBa,
XUpYpruveckas KOppeKIHs SKBUHO-BAPYCHBIX
KOHTPAKTYp WU/WUIM CrU0aTeIbHBIX KOHTPAKTYp 0 0% 0 | 0% | 0| 0%
KOJIGHHBIX CyCTaBOB.

W3 mpencraBieHHbIX B Tabnuie 12 BapHaHTOB XMPYpPrHUECKUH onepanuil Mo KOppeKUuu

OCaHKH WM KOPPEKLIUU KOHTPAKTYp TONBKO y 7% 1ipu BTopoM tunie CMA u B 5% npu Tpetsem Tume

MMpOBOAWIIACH XUPYPIrUiuCCKass KOPPCKIHA CKOJIMO034d, OCTAJIbHBIX BAPUAHTOB KOPPCKIUH Y JIaHHOM

IpYIIbI IAaOWUEHTOB HE IMMPOBOANIIOCEH.
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Taoauna 13

PeabunuTanimoHHbie MEpONIPHUATHS, TIPOBOAMMBIE MmanreHTam CMA

Peabunumayuonnvie meponpuamusi
Tun 1 Tun 2 Tun 3
Oprorepanus 1 6% 4 5% 4 19%
Crperyunr 1 6% 4 5% 3 14%
Maccax 14 82% 24 32% 17 81%
banbneonornueckas tepanus 1 6% 8 11% ) 24%
dusznorepanus 7 41% 20 26% 7 33%
He mpoBonunuce 0% 0% 0%

Ha nepBom MecTe u3 crivicka peabuiIuTallMOHHBIX MEPOIIPUSITUIA, IPEACTABIEHHBIX B Ta0IUIIE
13, crout mMaccax, Tak npu nepom ture 82%, npu Bropom ture 32% u npu tperbeM THie — 81%
MAlMEHTOB  MPOXOJAT  Kypchl — Maccaxka. bonpiield  4acTh  HAlMeHTOB  IPOBOAUTCS
dbusnoTepaneBTUYECKOe JieueHue, Tak npu nepBom ture 41%, npu BTropoM Tune — 26% u npu
TpPEeTbel THIlEe AAHHBIN BUJ Tepanuu npoBojauiock 33% mnanueHToB. banpHeonornyeckoe jgeueHue
pOXoJAT y 6% HalreHToB NepBbIM TUIIOM, Y 11% BTOporo tuna u 'y 24% nanuentoB CMA Tpetbero
TUMa. Dprorepanusi U CTPETYUHT MPOBOAUTCS JOCTATOYHO PEOKO Yy 5-6% MalMeHTOB MEpPBOTO U
BTOPOT'O THIA U YYTh OOJBIIEro KOJIUYecTBa TpeThero tuna — 14 u 19% cooTBeTCTBEHHO.
Tab6auuna 14

Hcnonb30BaHne BCIOMOTraTeIbHbIX IPUCIIOCOOIEHNI

Hcnonvzosanue ecnomoeamenbHbix NPUcnocooieHuil
Tun 1 Tun 2 Tun 3
Kopcer 0 0% 2 3% 3 14%
Oprtes 0 0% 3 4% 1 5%
Ammapatset KAFO, AFO u ap. 0 0% 1 1% 1 5%
Tyrop 0 0% 0 0% 3 14%
Beprukanuzarop 1 6% 1 1% 0 0%
Komscka 17 100% 24 32% 7 33%

JleueOHOE MUTAHNE U IATOTreHETHYECKAS TePAIU.

[TorpeGHOCTH B CIENMAIM3UPOBAHHOM JICUeOHOM MUTAHUU MTpecTaBleHa B Tabnute 15, 71%
MAIMEeHTOB MEepPBOr0 THIA MOTYT MOTPEOJIATH IMEpOpajbHbIE CHUIMHIH, HA30TacTPalbHbIM MYyTh
nojayn nutaHus npumenserca y 12% u y 18% crout racrpocroma. Ilpu BTropom THne CMA
HeoOXOIMMOCTh B 30HJOBOM MHTAaHUU €CTh TOJbKO y 2% mnanueHToB, 47% HyXnawTci B

NEPpOPAJIbHBIX MMPLCIIAPaTOB UJIM CUIIMHTaX. HpI/I TPETHEM THIIC CMA Bce MalUCHTBI MOT'YT IUTATHCA
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CaMOCTOATENIbHO W HYXIAIOTCA B NEPOPANbHBIX Ipenaparax s IMOAJACpXKaHUsS HOPMaTbHOU
MBIIIEYHOH MACCHI.
Taoauua 15

[TorpeGHOCTH B HYTPUTHBHOM MOAIEPKKE

Hympumusnas noooepoicka
OHmepanvHoe numanue Tun 1 Tun 2 Tun 3
[TepopanbHblie mpenapaThl 12 71% 36 47% 21 100%
HazoracTtpabhblii 30H]1 2 12% 1 1% 0 0%
I'actpocToma 3 18% 1 1% 0 0%

Taoauua 16

JlexapcTBeHHas Tepanusi MaTOreHeTUYECKOro eCTBU, NpuMeHsemas y naiueHTos CMA

Ilamoeenemuuecxas mepanus
Tun 1 Tun 2 Tun 3

Cnunpaza (MHH nycunepceH) 8 47% | 21| 28% | 4 | 19%
OBpucau (MHH pucaumiam) 6 3B% | 5] 7% | 1| 5%
3onrencma (MHH onacemHoren abenapBoBeK) 0 0% | 0| 0% | O | 0%
Hpyroe (6paHaruian) 1 6% | 0] 0% | O | 0%
He nonyuan 2 12% | 12 | 16% | 16 | 76%

B Hacrosmuii MOMEHT BpeMEHU B MHpE W3BECTHHI 4 BUJA JIEKAPCTBEHHBIX IpENapaTos,
KOTOpbIE UMEIOT MaTOreHETUYECKUN MEXaHU3M JEUCTBUS, a UMEHHO BO3JIEHCTBYIOT Ha Pa3JIMYHbIC
JoKychl mopaxkeHHbIX reHoB SMNI m SMN2. Pacmpenenenue mno o0bEMy MallMEHTOB U TUIY
npecTaBieHbl B Tabmuie 16.

3akiarovenue. [y MoMydyeHUs: JAOCTOBEPHBIX PE3YyJIbTAaTOB HEOOXOIUMO JOMOIHUTEIBHOE
oOyueHue CHeHUaJINCTOB MO paboTe ¢ PerucTpom, IMEpeBOJ perucrpa B OHJIAWH ¢opmaT ¢
pasMelleHreM Ha CHelHaIN3UpOBaHHOM IMOpTalle U caiiTe (deaepabHOro pedepeHc- eHTpa mno
opbaHHbIM 3a0oieBaHusM. IIpomexyTouHble [aHHBIE, NOJIYy4YeHHble M3 7 CyObekToB PO
CJIEIYIOIIME: MOJIEKYIISIPHO — FTE€HETUYECKOE TECTUPOBAHUE U MOATBEepkAeHHE nuarHo3a CMA 0b110
y nanueHToB 1 tuna B 94%, B 95% y Broporo tumna u 95% y tpersero tumna namnueHtoB co CMA, npu
nepBoM turie CMA y 29% nanuenTos O0b1a 1 kormust rena SMN2, aBe konuu umenu 24% nanueHToB,
3 xomnu — 24%, y 24% wuccrnegoBaHue MPOBEACHO He ObLIO, KOJIUYECTBO KOMHA O0jiee YeThIpeX He
OBLIIO TIPEACTABICHO HU y OJHOTO ]nauHeHTal[BI/IHZ]. IIpu nepBom tne CMA He uMerOT
BO3MOXKHOCTH cHACTh /1% manueHtoB, mpu BTopoM Tune 29% MalMeHToB. Camarcs
CaMOCTOSITENIBHO WJIH CHIAT ¢ noajepkkoid — 39% mnauuentoB ¢ nepBeiM THIoM CMA u 47%
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MalUEeHTOB CO BTOPBIM THIIOoM CMA, 1pu 3TOM CUAAT 0€3 MOAIECPKKHA — TOIbKO 24% TaIueHTOB CO
BTOpbIM TUIIOM CMA.. IIpu Tperbem tune CMA tonpko 10% He cuauT caMOCTOATENbHO, OCTAJIbHbIE
90% manueHToB CHISAT CaMOCTOSTENBHO, C TMOAAEPKKON nin cuaar 6e3 nomnepxku. [Ipu nepsom
tunie CMA He nepat rosioBy 71% nanuenTos, npu BTopoM tune — 32% u npu TpetbeM ture — 10%
nauueHToB. llpu nmepBom Tune 65% UMEOT CKOIMO3 Pa3NMYHOM CTENEHU BBIPAXKEHHOCTH, IPHU
BTOpOM Turie — 34% u npu TpeTheM THUIIe CKOJIN03 Habmonaercs y 71% nanuenta. [lpu nepBom tume
CMA B pecnmpaTOpHO#l moazepxke oboro tuna Hyxgaercsa 59% namuentoB, u3 HuUX 18% B
HEWHBa3UBHOM Turie U 41% B MHBAa3UBHON MOJAECP)KKE UEpe3 TPaxeoCToOMYy, HE HYXKIAIOTCA B
pecniupatopHoil noanepxke 41% nauuenrtos. [Ipu Bropom tnne CMA He nyxnatores 81%. Ilpu
TPEThEM THUIIC HU OAWH IMALMEHT HE HYKIAIOTCS B pecnupaTopHO moaaepxke. 71% maunueHToB
MIEPBOTO THITA MOTYT MOTPEOJIATH MEPOPATHHBIC CHITUHTH, Ha30TaCTPAIBHBIN MyTh 1101a9l TUTAHHS
npumensierca y 12% u y 18% crout ractpocroma. Ilpu Bropom tne CMA Heo0X0AMMOCTh B
30HJIOBOM IIMTAHUU €CTh TOJNBKO y 2% mnanueHToB, 47% HyXAal0TCAd B IEPOpalIbHBIX MpENnapaToB
nmu cunudrax. IIpu tperbem Tune CMA Bce NanMEHTbl MOTYT IMUTAThbCS CaMOCTOSTENIBHO M
HYKJAI0TCS B IEPOPaJIbHBIX Ipernaparax s HoAepKaHusi HOPMaJIbHOM MBIIIEYHONH MacCHhl.
BeiBoabl. Bnepseie co3pannblii, @PenepanbHbiii Peructp IlanmeHTOB € TreHETHMYECKH
MOATBEPKAEHHBIM JuarHo3oM CruHanbHas - Meimeunas Atpodus (PPIICMA) mno3Bonser
OLICHUTH:
- neMorpaguyecKie U CTaTUCTUYECKUE JJaHHbIE, C YY€TOM pPealbHOr0 BpEMEHHU TeUeHMsI 3a00IeBaHUS
C BO3MOXHOCTBIO WX pacmpeneiieHus mo Tpymnmnam (Hyxpgatoumxcs B HWBJI, momydarommx
MaTOTC€HETHYECKYIO TePANHI0, HAXOSIINXCSI HA HyTPUTUBHOM MOIIEPIKKE U TIP. )
- 3¢ (HEeKTUBHOCTh PA3NUYHBIX CXEM U KypCOB JICUCHHS MPHUMEHSIEMbBIX MpernapaToB, MPOAYKTOB
MUTaHUS, IPU MHOTONPO(UIBEHON MaTONIOTUH;
- 00BbeM OKa3bIBaEMOW U HEOOXOAMMON MEIUIIMHCKOM TTOMOIITH, a TaKKe CPOPMUPOBATH MTPOTHO3.
O®enepanbubli  Peructp [laliMeHTOB € TE€HETHMYECKH TMOJATBEPKIAEHHBIM JTHArHO30M
CnunanpHas - Meimeunass Atpodust (OPIICMA) coznan Ha 6a3e crenuanbHO pa3pabOTaHHOTO
IIPOrpaMMHOT0 OOECTEeUeHHs] U MO3BOJSET BHOCUTH DPA3JIMUYHYIO HEOOXOAMMYI0O HH(POPMALHIO.
OPIICMA mMeeT ypOBHM JOCTyMA Il MEIULIUHCKOTO M HE MEAUIMHCKOTO ITEPCOHANA U BKIFOYAET
B ce0s oOmmMe Iend perucTpoB 3a00jieBaHUN (MOHO- M TOJUHO30JOTHYECKHE DPETUCTPHI),
JIEKAPCTBEHHBIX CPEACTB U MEAUIIMHCKONU TEXHUKH, OKa3aHUSI MEIUIIMHCKOMN TOMOIIH, BKIIFOUAIOIINE

KIIMHUYCCKUC PCTUCTPHI.
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