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CIIMHAJIBHAS MBIIIEYHAS ATPO®MA KAK BbI3OB JUIA1 CUCTEMBI
3APABOOXPAHEHUA: TUATHOCTUKA, JIEHEHUE U ITOJAEP)KKA CEMEU

Beiicenbaena I'.I'.";3, PrickynoBa A.P.', U36acapoBa A.IIlL.%,
Hypasi6aesa I'.A.2, ’Kymaguiaosa A.H.}
L Kasaxcmancxui Meouyunckuii Yuusepcumem «BLLO3», Anmamei, Kazaxcman
2 HAO Kasaxckuii nayuonanvusiii meouyunckuti ynueepcumem um. C.J1. Acghenousposa, Anmamor, Kazaxcman
3 KI'I na IIXB «Llenmpanvuas zopoockas knunuueckas 6onvruyay, Anvamet, Kasaxcman

Beenenme. CruuanbHas Mbinieynas atpopus (CMA) - peakoe  HacleJACTBEHHOE — 3a0oJieBaHHE,
COIPOBOXK/AIONIEECS MPOTrPECCUPYIONUM MOPAKEHUEM JBUTATEIbHBIX HEHPOHOB W HApYyIICHWEM JBHUIATEIbHON M
JbIxaTenbHOW (QyHKIMHA. CBOEBpEMEHHasl JHarHOCTHKA, TOCTYIHOCTh NMATOT€HETHYECKON Tepamnuu W KOMIUIEKCHas
MOJIJIEPKKA CEMEH OCTAr0TCs 3HAYMMBIMHE 331a9aMH 3/[PaBOOXPAHCHUS.

Heanb - mpoaHanM3UpOBaTh OpPraHW3AIMOHHBIC, (PMHAHCOBBIE, 0OPa30BATEIBHbBIC U IICUXOCOUATIbHbBIE Oapbephl
OKa3aHHs noMolny manueHtaM co CMA.

Marepuaibl u MmeToabl. [IpoBeneH 0030p Hay4HBIX TyOIHKaIHiA, 0TOOpaHHBIX aBTOpamu B PubMed/MEDLINE,
Google Scholar, eLIBRARY u CyberLeninka. PaccmarpuBanuch paboThl, MOCBSIICHHBIE HEOHATAIBHOMY CKPUHHHTY,
MapIIpyTH3aIUY TAHEeHTOB, JOCTYITHOCTH JICYEHHS M OMbITy ceMeil. Mckimodanuch myOauKanuy, MpecTaBIeHHbIE
TOJIBKO B BH/I€ TE3UCOB, M PEKJIaMHbIC MaTepUAaIbI.

Pe3yabTaThl. AHAU3 OMYOIMKOBaHHBIX HCCIIEOBAHUH BBISIBUII COXPAHSIOLIMECS 3aA€PKKH ITPU HATPaBICHUH K
CHeLUaIicTaM M FeHeTHYECKOM IIOATBEPXKACHHH JIMarHo3a, pasiinuusi B JOCTYITHOCTH CKPHUHMHIA U JOPOTOCTOSIIEH
Teparuy, a TakKe 3HAUYUTEIbHYI0 (UHAHCOBYIO M MCUXOJIOTHUECKYIO HArpy3Ky Ha ceMbH. B paborax momuepkuBaercs
3HAUEHHE  CIEeLUUAJM3UPOBAHHBIX  LIEHTPOB, TOATOTOBKM  MEOUIMHCKUX  pabOTHHKOB UM  COIJIACOBaHHOM
MEXANUCIMIUIMHAPHON TIOMOILH.

O6cy:xaenne. [lonydeHHbIE IPU aHATU3€E JINTEPATYPHI JaHHBIE CBUAETEILCTBYIOT, YTO IPEHMYIIECTBA PAHHETO
BeIsABIeHUsT CMA peanusyloTcss TOJIbKO NPH CBOEBPEMEHHOM T'€HETHUECKOM MOATBEPKJICHUH AMArHO3a, ONePaTHBHOM
HAalpaBJIeHUH B CIICIIMAIN3UPOBAHHBIA ICHTP U JOCTYITHOCTH Tepanuu. OpraHn3anoHHbIe U (PMHAHCOBBIE OTPaHINYCHNS,
a TaKKe HEJOCTaTOYHAs HWH()OPMHPOBAHHOCTH METUIMHCKHX PpAaOOTHUKOB MOTYT CHHXKaThb pe3yJbTaTHBHOCTD
CKPMHHHTOBBIX IporpamM. IlcnxoconnanbHOE CONPOBOXKIECHHE CEMbU CIIEIyeT pacCMaTpHBaTh KaKk COCTaBHYIO YacTb
KOMIUIEKCHOM MTOMOIIY.

3akiaiouenue. IloBbImIeHNE MOCTYNHOCTH paHHEH nuarHocTUkd u jedeHns CMA TpeOyeT KOoopAMHAIMH
HEOHATAJIbHOTO CKPWUHMHIA, T'€HETHYECKON JMarHOCTHKH, CHEUUaJM3MPOBAHHOW IOMOIIM M TIOAJEPKKH CeMeH.
[TpuopHUTETHBIMH HANpPABJICHUSIMUA OCTAIOTCS MOJI'OTOBKA Bpayel, COBEPIICHCTBOBAHUE MApIIPYTHU3ALUU U CHUKEHHE
(bMHAHCOBBIX M ICHXOCOIMAIBHBIX 0APbEPOB.

KaioueBble cioBa: ChnuMHAJIBHO-MbIIEUHas aTpo(dus, JMArHOCTHKA, CKPHUHUHI, TeHHas Tepanus,
NICUXOCOLMAIbHAast OAJIEPIKKa.

JIEHCAVJIBIK CAKTAY XYWECIHE IIAKBIPY PETIHJIE K YJIBIH BYJIIBIKET
ATPO®USCHI: JUATHOCTUKA, EMJIEY KOHE OTBACBHIJIAPFA KOJIJIAY KOPCETY

13Beiicenbaena I'.I.,'Pricky0Ba A. P., 2H36acaposa A. I11., 2Hypasioaesa I. A., 3Kymaguaosa A. H.
Y «KACM» Kasaxcman Meduyuna Ynueepcumemi, Anmamot, Kazaxcman
2C . Acghenouapos amwinoazel Kazax ynmmoix meouyuna ynusepcumemi, Anmamol, Kazaxcman
3 Opmanvix xaranvix kKnunuxanvlx aypyxana, Aimamet, Kasaxcman

Kipicne. Xymnera Oymmsiket atpodusicsl (JKBA) — Ko3ranbic HeHPOHIAPBIHBIH YIeMelli 3aKbIMIaHYbIMEH KOHE
KO3FaJIBIC 9pi THIHBIC Ay (YHKIHUAIAPBIHBIH OY3BUIYBIMEH CHUIIATTANATHIH CHPEK TYKBIM KyalaWTBIH aypy. YaKTBUIBI
JIMArHOCTHUKA, MMATOTEHETUKAIBIK eMI'e KOJDKETIMIUTIK KoHe 0TOachlIap sl KEMICH I KOJIay NEeHCAyJIbIK caKTay JKyieci
yurid MmaHeabl. MakcaTsl - JKBA 6ap manueHTTepre KOMeK KopceTyaeri YHbIMIacThIPYIIBIIBIK, KapPKbUIBIK, Oi1iM Oepy
JKOHE TICUX0QJICYMETTIK KeIepTijep i Tanaay.

Marepunannap wmen aapicrep. PubMed/MEDLINE, Google Scholar, eLIBRARY xone CyberLeninka
JIEPEKKOpJIAphIHAH aBTOpPJAp IPIKTEreH KapUsUIaHBIMAAPFa 0Ny JKacaiabl. HeoHaTanabIK CKPUHUHT, MAalUCHTTEPII
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OarpITTay, €MHIH KOJDKETIMALIIr jkoHE oTOachlIap/blH TIKipHOeciHe KaThICThI eHOEKTep KapacThIpbULABL Tek Te3nuc
TYpiHJEe KapHsIaHFaH XoHE KapHaMaJIbIK MaTepualliap eHri3umMenti.

Harmxkenep. XKapusuianras 3epTreyiepie MaMaH/IapFa jKOJIayAarsl )KaHe MArHO3/(bl TeHETHKAJIBIK PacTayiarbl
KiZipicTep, CKpHHHHT IIeH KBIMOAT eMre KOJDKETIMAUTIK aibIpMaIIbUTBIKTAPhl, COHAal-aK 0TOAChIIapFa TYCETIH eneyIi
Kap KbUIBIK JKOHE MCHXOJOTHSJIBIK JKYKTEME CHIIATTalfaH. MaMaHIaHABIPBUIFAH OPTANBIKTAPIBIH, MeEIUIUHA
KBI3METKEPJICPiH AasipiayAblH KoHE IOHAPAIBIK KOMEKTIH MaHBI3bl KOPCETIITCH.

Taakeliay. Onedu nepekrepai tannay JKBA-HBI epTe aHBIKTAyABIH apTHIKIIBUIBIKTAPEl JHATHO3IBI YaKThUIBI
TCHETHKAIIBIK pacTay, MaMaHJaHIBIPBUIFAH OPTAJIBIKKA JKEIET JKOJAAy JKOHE eMACYHMiH KOJDKETIMAUIT KaMTaMmachl3
STUITeH JKarjaiiia FaHa TOJBIK JKY3ere acaThIHBIH KepceTeni. ¥HBIMAACTBIPYIIBUIBIK JKOHE KapKBUIBIK Keaepriiep,
COH/ali-aKk MeOUIMHA KbI3SMETKEepJIEpiHiH Xa0apAapibIFbIHBIH O KETKUIIKCI3/irl CKPUHUHT OaFaapiaMallapbIHBIH
HOTIDKEIIITIH TOMEHAETYI MYMKiH. OTOAChIHA MICUXOQJICYMETTIK KOJIZAy KOPCETY KCIICH/I MEIUIIMHAIBIK KOMEKTIH
KypamJac 0eJiri peTiHae KapacThIpbuIybl THIC.

Kopuoiteinasl. J)XBA-HBI epTe QUarHocTHKajiay MEH eMJICyHIiH KOJDKETIMIUIrIH apTThIpy YIUIH HEOHATaJIbIK
CKPHHHHITI, TeHETHKAJBIK JHarHOCTHKAHBI, MaMaHJaH/IbIPbUIFAaH KOMEKTI jKoHE OTOachuIapAbl KOJAaybl YilecTipy
Kaxer. [opirepmepni maspiay, MalWeHTTEPAlI OarbITTay XKYHECIH >KETUIHIPY, Kap>KBUIBIK JKOHE MCHXOJJICYMETTIK
KeJeprijiep i a3aity 6achkiM OarsITTap OOJBIN TaOBITAEL.

Tyiiinai ce3aep: >KYJIBIHHBIH OYJIIIBIKET aTpo(UsChl, AMATHOCTHKA, CKDHHHHT, TeHIIK TepaIusl, ICHX0ICYMETTIK
KoJIzay.

SPINAL MUSCULAR ATROPHY AS A CHALLENGE FOR THE HEALTHCARE
SYSTEM: DIAGNOSIS, TREATMENT, AND FAMILY SUPPORT

Beisenbayeva G.G.1%, Ryskulova A.R.%, Izbassarova A.Sh.?,
Nurlybayeva G.A.%2, Zhumadilova A.N.3
Y Kazakhstan Medical University «KSPH», Almaty, Kazakhstan
2 8.D. Asfendiyarov Kazakh National Medical University, Almaty, Kazakhstan
3Central City Clinical Hospital, Almaty, Kazakhstan

Introduction. Spinal muscular atrophy (SMA) is a rare inherited disorder characterised by progressive motor
neuron degeneration and impairment of motor and respiratory function. Timely diagnosis, access to disease-modifying
treatment and comprehensive family support remain important healthcare challenges. Objective: to analyse
organisational, financial, educational and psychosocial barriers to care for people with SMA.

Materials and methods. A literature review was conducted using publications selected by the authors from
PubMed/MEDLINE, Google Scholar, eLIBRARY and CyberLeninka. Studies on newborn screening, referral pathways,
access to treatment and family experiences were considered. Abstract-only publications and promotional materials were
excluded.

Results. Published studies describe delays in specialist referral and genetic confirmation, differences in access to
newborn screening and high-cost treatment, and substantial financial and psychological burdens on families. They also
emphasise the importance of specialist centres, professional education and coordinated multidisciplinary care.

Discussion. The reviewed literature indicates that the benefits of early SMA detection depend on timely genetic
confirmation, prompt referral to specialist services and access to treatment. Organisational and financial barriers, together
with gaps in healthcare professional awareness, may limit the effectiveness of screening programmes. Psychosocial
support for families should therefore be integrated into comprehensive care.

Conclusion. Improving early diagnosis and access to SMA treatment requires coordination of newborn screening,
genetic testing, specialised services and family support. Priorities include professional training, improved referral
pathways and reduction of financial and psychosocial barriers.

Keywords: spinal muscular atrophy, diagnosis, screening, gene therapy, psychosocial support.

BBenenue. CnuHabHO-MBIIIIEYHAs MOCKOJIbKY TPeOyeT KOMILIEKCHOTO MOAX0/1a K
atpopuss (CMA) — penkoe TEHETHYECKOE JIMaTHOCTUKE, JICYEHUIO W  COLMAJIbHOMU
3a0oneBaHre, KOTOPOE  XapaKTepu3yeTcs nojaepxke cemeil. B mocinenHue roabl
MIPOrpeccupyrouiei JlereHepannen BHEJIpEHUE WHHOBAIIMOHHBIX METO/IOB
JIBUTATEIHPHBIX HEUPOHOB W TPHBOJUT K JIeYeHUs, TAaKUX KaK TeHHas Tepamus, CTajio
CEepPbE3HBIM  HAPYIICHUSM  JIBUTATEIbHOMN BA)KHBIM I11arOM BIEPE]l, OJTHAKO JOCTYIMHOCTh
aKTUBHOCTH,  JbIXaTeNbHOM  (QyHKUMH U 3TUX TEXHOJOTHI OCTaeTcsi OrpaHUYCHHON st

KauecTBa >KU3HH nanueHToB [1]. 3a0oneBanue
SBIIETCS OJHOM U3 Haubosiee 3HAYMMBIX
npoOyiieM JUIsi CHCTEMBbI 3APaBOOXPAHCHUS,

OOJBIIMHCTBA TAIIMEHTOB [ 1, 2].
Pannsg nuwarmoctmka CMA  umeer
KpPUTUYECKOE 3HAYE€HHME, TaK Kak Tepamnus,
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Ha4dartas a0 ITOSABJICHUA CHUMIITOMOB, Bpa‘Ief/'I, ITIOBBIIIICHHUC JOCTYIIHOCTH

3HAYUTENIBHO Yyay4liaeT (PYHKIMOHAIBHBIE U
KJIMHAYECKHE HUCXOJIbI [1,2]. OnHako
CYUIECTBYIOILIME IPOrpaMMbl HEOHATAJILHOTO
CKPUHHMHIa OXBaThIBAIOT JIMIIb HEOOJBIIYIO
4acTb HAcEJIEHUs, a CUCTEMbl MapUIPyTU3ALUU
MAlMEHTOB 3a4acTyl0 HE CIPaBISIIOTCS C
o0ecreYeHneM CBOEBPEMEHHOTO HalpaBJICHUS
K cneunasmctam  [2].  JlomoJgHUTENBHO,
oOpa3zoBaTenbHBIE TMPOOENBl Cpeau Bpauei
MIEPBUYHOTO 3B€HA OCIIOKHAIOT PACIIO3HABAHUE
nepBbix  npusHakoB CMA, Takux Kak
TUTMOTOHMST WM 3aJepKKa  MOTOPHOTO
pa3BUTHSA, YTO CIIOCOOCTBYET NOTEPE BPEMEHU
B MOCTaHOBKE AuarHo3al3,4].

DKOHOMHYECKOE OpeMms, CBSI3aHHOE C
neuenueM CMA, sdBiseTcs 3HAYUTEIHHOM
HAarpy3Kou Kak JJIsi CEMEN MalHMeHTOB, TaK U
JUI CUCTEMBI 3JpaBOOXPAHEHUS B IIesioM [5].
Bricokasi cTOMMOCTh MpenapaToB, TaKUX Kak
soinrencma  (Zolgensma®) wu  HycWHEpCeH
(Spinraza®),  orpaHuuuBacT  JAOCTYH K
3¢ peKTUBHOMN Tepalun, 0COOEHHO B CTpaHax C
orpaHuyeHHbIMU pecypcamu [5]. Boree Toro,

CCMbU qacTo CTaJIKMBAKOTCA C
JOIIOJIHUTCIIbHBIMU 3aTrpaTaMu Ha
CIICUAJIM3UPOBAHHOC O60py,I[OBaHI/Ie u

peadMIMTAIINIO, YTO MPUBOJIUT K (PHHAHCOBOMY
HCTOIICHUIO U COLIMAIbHON M30JISLUH.

[Icuxocoumanbupie  acrnektel  CMA
TaK)Ke 3acly’)KMBalOT BHHUMAaHMS, IMOCKOJIbKY
poautenu JeTed ¢ ITUM  3a0oJieBaHUEM
CTaJIKUBAIOTCS c BBICOKUM YpPOBHEM
TPEBOKHOCTH, JIETIPECCHUU €  COIMAIIbHOU
m3oisiuuud.  OrpaHWYeHHBIM  JOCTyn K
nHpOpMauM W  HEJOCTATOK  MporpamMm
MICUXOJIOTUYECKON  TMOAJIEPKKUA  YCUIIMBAIOT
OMOITMOHAIIPHOE  JIaBJICHWE, UYTO CHUIKAET
obmiee kadecTBO Kku3HU cemeit  [6-10].
Buenpenue KOMIJIEKCHOM TTOMOIIIH,
BKJIFOYAIOIIEN MICUXOJIOTUYECKYIO u
COIMABHYIO TOJJEPKKY, HMMEET BaXHOE
3HAQU€HHE [ YIYYIIEHUS  COCTOSIHMS
NaIyueHToB U ux Omm3kux [6-10].

HecMoTpst Ha 3HauuTeNbHBIE YCHEXH B
muargoctuke W jneuennun CMA, ocrarorcs
MHOTOYHCJICHHBIE HEPEIICHHBIC MPOOIEMBI,
TpeOyIOIKe CUCTEMHBIX H3MEHEHUU. OITO
BKJIIOYAET PaclIMpEHUEe MPOrpaMM CKPUHUHTA,
yllydlieHue 00pa3oBaTeabHOW MOATOTOBKU

WHHOBAIIMOHHOM TEepaIruu U CO3JaHue YCIOBUI
IUIA  ICUXOJOTHYECKOM W COLIMAIbHOH
nognepxku cemei [1, 11]. Pemenue stux
3a/1a4 TMO3BOJIUT TOBBICUTH 3(P(HEKTUBHOCTH
CHUCTEMBbl  3/IpaBOOXPAHEHUS U  YIYUIIUTh
KJIMHUYECKHE U COLMAJIbHBIE MCXOABI A
nanuenToB ¢ CMA.

Heabo pmaHHOW pabOTHI  SIBISETCS
BBISIBJICHHE KITIOYEBBIX OaphepoB B CHUCTEME

3JIpaBOOXPAHEHHUS, IPENATCTBYIOIINX
CBOEBPEMEHHOW IMArHOCTHKE, JICYCHHIO U
NOJIEp)KKE  MAlMeHTOB  CO  CIIMHAJIBHO-
MpimeyHod  arpogpueit  (CMA), a Taxke
pa3paboTka IPEUI0KEHUH Ui ux
MIPEOIOICHHUSL.

Bonpocsl s MHQOPMALMOHHOTO
MIONCKA.
1. Kakue opraHusanvoHHble Oapbepbl B
CHCTEME 3JIpaBOOXPAHEHHS  IMPEMATCTBYIOT
cBOeBpeMeHHOM nuarnoctuke CMA?
2. KakoBsl (dbuHaHCOBBIE TPYIHOCTH,

CBSA3aHHBIE C JICYEHHEM U IOILICPKKON
nanueHToB ¢ CMA, 1 Kakie MeXaHU3Mbl MOTYT
UX CMSTYUTH?

3.B KakoH CTEIICHU HeJI0CTaTOYHas
OCBEJIOMJICHHOCTb Bpaueil NEPBUYHOIO 3BEHA
BIIUSIET HA 3a/IEP>KKH B IMarHOCTUKE U JICUEHUU
CMA?

4. Kakyto posib UrparoT celraau3upoBaHHbIE
LEHTPBl W  TpOrpaMMbl  HEOHATAJIBHOTO
CKpUHMHIAa B TMOBBIIEHUU 3(P(HEKTUBHOCTU
JUArHOCTHKY U JICYEeHUs?

5. Kakue momxompl K  TICHXOCOIMATIBHOM
nojaepxke cemeil manueHtoB ¢ CMA
Haubosee 3hHeKTUBHBI?

6. Kakue oOpaszoBarenbHbIE  HHHIIMATHUBHI
CIIOCOOHBI VIIY4IIUTh MOATOTOBKY
MEIUIIMHCKUX pPaOOTHUKOB K paboTre ¢
MaleHTaMH, CTpaJIaloIIUMH pEAKUMHA

TeHETUYECKUMU 3a00JIeBaHUSIMU?
Marepuanbl 1 METOABI
Nudopmannonnsiii nouck. s ananusa

HCIIOJIb30BAIIUCH MOJTHOTEKCTOBBIE

MyOIMKAIUY TIPEUMYIIECTBEHHO 3a MOCIEeIHNE

necsTh jeT, Hainenasle B PubMed/MEDLINE,

Google Scholar, eLIBRARY wu CyberLeninka.

ABTOpBI YUHUTHIBAIIN UCCIIEI0BAHMS,

MOCBSAIICHHbIE JIMarHOCTHKE, JIEYEHHUIO,

OpraHu3aly TOMOIIM U MOJACPKKE CeMEM.
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Hcknrouanuck myOJIMKaIu TOJILKO B popmare Bpewms OXKUJTaHUS npuemMa y
TE3MCOB U PEKIIAMHBIC MAaTEPUAJIBI. CMELUAINCTOB, OCOOCHHO Yy HEBPOJIOTOB,
Pe3yabTaThl OCTaeTCs OJHOW W3 CaMbIX KPUTHYECKHX
KiroueBble acnekTbl IHATHOCTUKH npobaem JTUArHOCTHKU CIIMHAIIBHOM
CMA Mbimeynor  arpopun  (CMA)  [6]. Hus
1. PaHHss MUarHOCTHKA Yepe3 CKPUHUHT 3a00JIeBaHuUs, TpeOyromero OBICTPOTO
HOBOPOXKJICHHBIX BMEIIIATEIIbCTBA, JaXX€ HECKOIBKO HeJeNb
[TporpamMmer CKpUHHUHTA MOTYT OKa3aThCsi  PEHIAOIIUMU TUTST
HoBOopoXxAeHHBIX (NBS) nmokazamm  cBoro MpeAOTBpAIlleHusT ~ HEOOpaTUMOH  TOoTepHu
3¢ (HEeKTHBHOCTH B CBOCBPEMEHHOM BBISIBICHUU JBUTATEeIBHBIX HEHpoHOB. Tem He MeHee, B
CMA, 4TO TIO3BOJISIET MHHHMH3UPOBATH psjie cilydaeB TAlMEHThl CTaJKUBAIOTCS C
yiiepd, CBS3aHHBIA C MPOTPECCUPYIOMICH JUTUTCIIFHBIM ~ OKHJIAHUEM KOHCYJIbTAIIMH Y

moTepel  JIBUTaTelbHBIX  HekponoB [1-5].
HccnenoBanust B ABCTpajiuu IOKa3ajid, 4TO
y4acTHE B TaKUX IporpamMmax CHocoOCTBYET
VIYYIICHUIO  KIMHUYECKHX  HCXOJ0B U
CHIDKEHUIO TPEBOKHOCTHU y POJUTENEH uepes
IIeCTb  MECSLEB  IOCJIE  IOJTBEPXKICHUS
nuarHosa [2, 3]. PanHsAs OuarHocTUkKa AaeT
BO3MOKHOCTh Ha4yaTh TEPANHIO O MOSBICHUSI
CUMITOMOB, 4YTO OCOOEHHO Ba)XHO IS
HOBOPOXKJIEHHBIX ¢ IByMs komusimu SMN2, y
KOTOPBIX MPOTHO3UPYETCS THKENBIA (PEeHOTHUI
[2].

2. BpemeHHO€E OKHO 151 JIEUeHUs

TepaneBTuueckoe OKHO urpaer
KIIIO4eBY0 poib B jeueHun CMA. JlaHHble
MOKa3bIBAIOT, 4YTO TEepamusi, Hadaras [0
MOSIBJICHUSI CUMITOMOB, OCOOEHHO B TEpPBHIE
JIB€ HEJENU TOCTEe POXKICHUS, 3HAUUTEIBHO
yIydIIaeT BBKUBAEMOCTh U (YHKIIHOHATbHBIE
pesynbratel  [3]. OT10 Tpebyer uyeTKo
KOOPJAMHALIMKM MEXAY dTalaMHu AUarHOCTUKH U
JICYEHUEM, a TAKXKE YCKOPEHHOTO HaIlpaBJICHUS
B CIIELIMAIU3UPOBAHHBIC LEHTPHI [4].

3. BaumsHme  crnenMaJu3upOBaHHBIX
LIEHTPOB

PesynbraTel wuccnepoBanuss B CIIA
MPOJIEMOHCTPUPOBAJIH, 4TO NAIMEHTHI,
HalpaBJieHHbIE B CHEIUaJTU3UPOBAHHBIE
IEHTPHI TI0 yXoay 3a 6onpHbEIME CMA, UMeIoT
0oJiee KOPOTKOE BpeMsi OXKHUIaHUS U MEHBIIIEE
KOJIMYECTBO IMPOMEXKYTOUHBIX BHU3UTOB K
IPYyTUM Bpaydam. Jt10 I103BOJISAET
MUHHMMHU3UPOBATh JUATHOCTUYECKUE 3aEPKKHI
Y HavyaTh JICUEHHE B ONITUMAJIbHBIE CPOKH [4].

Bapseps! B tuarnocruke CMA

1. 3amepXkku B HampaBICHUAX K
crenuainucTam

CIELUANINCTA.

CornacHo nmannbiM u3 CIIA, cpennee
BpeMs OXKUJAaHUS IpUeMa Yy HeBpoJiora
cocTaBisieT  Oojee  OBYX  HEIENb, YTO
3HAYUTEIbHO 3aMEJISIET IPOLIECC TUArHOCTUKU
u Hayana JICUCHU S [4]. B
HECNEeLUAIN3UPOBAHHBIX YUPESKICHUAX BpeMs
OXKHUJIaHUS MOXET OBITh eme  JIoJIbLIE,
0COOEHHO  eciiM  OTCYTCTBYeT  CHCTeMa
copTUpoBKH HamnpasieHuil. Hampumep, 29,6%
PECIIOH/IEHTOB M3 LEHTPOB IO YXOAy 3a

6oapHbiIMH  CMA  ykazamu, UYTO  OHH
UCIOJIB3YIOT ~ CHCTEMBI  COPTHPOBKH ISl
MIPUOPUTETHOTO Ha3HAYCHUS CPOYHBIX
CIIy4aes, B TO BpeMs KaK B

HECTICIMAIM3UPOBAHHBIX  KJIMHUKAX  9JTa
MPaKTUKa PacIHpoCTpaHEHa TOpa3/o MEHbIIEe
[4].

B uactHOCTH, HMccnenoBaHUs MOKa3alu,
9TO Yy MJIAJICHIICB ¢ CUMIITOMAaMH, TAKUMH KaK
TUTIOTOHHMS ¥ 33]Iep’KKa MOTOPHOTO Pa3BUTHS, B
LIeHTpax Mo yxoay 3a 6ompHbIMU CMA 6,5%
OBUTH OCMOTpPEHBI B T€UYEHHE JIBYX Heaenb. B
HECTICITUAIM3UPOBAHHBIX  YUPEKACHHUSIX OTOT
MoKa3aTesib COCTaBJIsL TOJIbKO 39,1% [4].

JIJis MUTazieHIeB, HaIpaBJICHHBIX Yepe3
MPOrpaMMbl  CKPUHHMHTa  HOBOPOXKJICHHBIX,
28,3% xJamu KOHCYyJAbTaluu Oojee ABYX
HeJlelb, a B OTHCIBHBIX CIIy4asX Bpems
OXKUIaHUS TocThUTano 3—6 mecarnes [4].

Cpennee BpeMsi OT TOSIBICHHS MEPBBIX
CUMIOTOMOB  JIO  TIOCTAaHOBKM  JMarHosa
CYIIECTBEHHO Pa3IM4aeTcsi B 3aBUCUMOCTH OT
tuna CMA. Ilpu tune | ono cocrasuser 1,39
Mmecsna (SD + 1,29), mpu tune |l - 5,28 mecsa
(SD =+ 4,13), a npu tumne Il mocruraer 16,8
mecsia (SD = 18,17) [7]. DOt  naHHBIE
MOJYEPKUBAIOT 3HAUYUTEIBHYIO 3aJEPKKY Y
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NAlMeHTOB  C  MEHee  BBIPAKCHHBIMHU
¢enorummamu. B 2018  romy @ 52,7%
PECIIOHJICHTOB  3HaIM O HEOOXOIMMOCTH

F€HETUYECKOTO TECTUPOBAHMUS JIJISl TOCTAHOBKHU
nuarHosza, a B 2019 romy 3TOT mokaszaTesb
cHuzuics Ha 7,7% (p < 0,03) [8]. Takxe B 2019
roay Jmiib 52,0% pecrnoHAEeHTOB HEMEIJIEHHO
HaIlpaBJIsUIM MAIMEHTOB K CHEIHATNCTaM, YTO
YKa3bIBa€T HaA HEJOCTATOYHYI) TOTOBHOCTH
Bpaueld OBICTPO pearupoBaTh Ha paHHUE
npusHaku CMA. Bpemsi oxujanus npuema y

CHEIUATTUCTOB oCTaeTcst KPUTUYECKOU
npobnemoit  [9].B  9,2% cmyuaeB  oHO
cocTaBiIsieT OT 1 Jo 6 MecdleB, 4YTO
3HAYUTEIBHO 3a/Iep>KUBaeT rpoiecc

JTUArHOCTUKU W Havana JyiedeHus [10]. Takue
3aJIepP>KKH OCOOCHHO KPUTUYHBI I TAIIUEHTOB
c TSKEITBIMU (dhenorumamu, rjae
CBOEBPEMEHHOCTb TEPANUU HANIPSIMYIO BIHUSET
Ha 1porHo3. OmuOOYHBIE JUATHO3BI U
HAIpPaBJIEHUS K CTIELUATINCTaM, HE 3HAKOMBIM C
0COOEHHOCTSIMH  3a00JICBaHMS,  SBIISIIOTCS
3HaYUMBIMU (hakTopamu 3asepkku. [TunoTHas
nporpamma NBS B ABcTpanuu mokasana, 4To
naxe 1npu  uyBctBuTenbHocTH  100% m
JIO’KHOTIONOXKUTETbHOM ypoBHE MeHee 0,001%,
28,3% HOBOPOXKACHHBIX C IOJOKUTEIbHBIMU
pe3yibTaTaMu KJajdu KOHCYJIbTallMM Ooliee
JBYX HEJENb, a B OTACIBbHBIX CIIy4asX — JI0
HECKOJIbKHUX MeECSIICB [11]. 210
CBUJCTEILCTBYET 0 HE00X0AMMOCTH
ONTUMU3AIMKA  MapUIPYTU3AIMH  MAIlMEHTOB
rnocie IIOJIO)KUTEIILHOTO pe3ynbTaTa
ckpuHuHra. [lanuentsl ¢ CMA crankuBaroTcs
C OTpaHHMYEHUSMH B JOCTYIlE K CTaHJIapTam
MEAUIMHCKONW IMOMOIIM, OCOOEHHO B3POCIHbIE
MalUeHThl. JTO CO3HAaeT JIOIMOJHUTENIbHbIE
TPYJHOCTH B CBOEBPEMEHHOMN JMAarHOCTUKE U
nevyenuu [11].

Ot 3a7€PKKU MOTYT OBITH
KaTtacTpo(UUECKUMHU I HOBOPOXKIIEHHBIX C
CMA, 0coOeHHO C TsKeNbIMU (EHOTUIIAMH,
I7I€ TEpaNeBTUYECKOE OKHO YpE3BBIYANHO
y3KOe€.

2. Hwuszkass oOCBEIOMIIEHHOCTb Bpauei
MEPBUYHOTO 3BEHA

HenocraTounas OCBEIOMJIEHHOCTh
Bpauell NEpBUYHOTO 3BE€HA O KIMHHUYECKUX
MPOSBIICHUSX CIIMHAIBHOMN MBILIEYHON
atpopurn (CMA) U COBpPEeMEHHBIX METOJIax

JTMarHOCTHKU OCTAaeTCsl OJHOW U3 KITFOYEBBIX
MPUYMH 33JIEP’KEeK B AuarHoctuke. [lequatpsl,
ceMeiHble Bpaud M JApPyrue CIEHUaIrCThI
MIEPBUYHOTO 3BE€HA UTPAIOT KPUTHUECKYIO POIIh
B pacno3HaBaHUM NEPBbIX cUMNTOMOB CMA,
OJIHAKO OTPaHUYCHHBIC 3HAHUS O 3a00JICBaHUHI
U €ero OCOOEHHOCTAX YacTO MPENnATCTBYIOT
CBOEBPEMEHHOMY HANPABJICHUIO MAIUEHTOB Ha

TeHETUYECKOE TECTUPOBAHUE n
CHelUaIu3UpPOBAHHOE JICUCHUE.

HenocraTox 3HaHHUH u OITBITA.
HccnenoBanuss NOKa3bIBalOT, 4YTO MHOTHE
Bpayd TEPBUYHOrO 3BE€HA HE 00JaJaroT

nocratouHoi napopmanueit o CMA:
OrpaHvYeHHbIE 3HAHUS O CHMIITOMAX:
OcunoBuble mnposiBneHus CMA, Takue Kak
TUIIOTOHMS,  apeduiekcuss W 3aJepikKa
MOTOPHOT'O pa3BuTHS, 4acTo HE
BOCIIPUHUMAIOTCS BpayaMd KakK IPU3HAKU
TSDKEJIOro 3a0o0JieBaHUs. DTO CBSI3aHO C TEM,
YTO CUMITOMBI MOT'YT OBbITh Heclleu(pUIHBIMU
Y TIEPECEKATHCS C IPYTUMU COCTOSTHUSIMU.
Hemonumanue Ba)KHOCTH T€HETHYECKOTO
TecTUpoBaHUs: TONBKO HEOOJBIIAs YacTh
Bpauei 0CO3HaeT HEOOXOIMMOCTh
HEMEJIJICHHOTO TPOBEJEHUS TEeHETHYECKOTO
TecTUpoBaHusi npu mnogo3peHun Ha CMA.
HccnenoBanus MOJTBEPKIALOT, 4TO
3HAYUTENBHOE YHCIO Bpade OTKIAAbIBAET
HarpaBJieHWE Ha TECTUPOBAHHE, MPEANOYUTAS
HaOIoIeHUE 3a pebeHkoM 13RIV
JOTIOTHUTEIbHBIE  oOciemoBanms  [3, 5.
Hampumep, B wuccienoBaHuu, NpOBEIECHHOM
cpenu nmeauaTpoB, JIUIb OTPAHUYCHHOE YHCIIO
PECIIOHACHTOB MPaBUILHO ONpeIeTUI0
HEOOXOUMOCTh TEHETHYECKOTO TECTUPOBAHUS
¥ 3HaHHe uncaa konuit SMN2 kak KiI1roueBoro
(dakTopa TsxecTH denoruna [3]. Tonbko
39,1% pecnoHgeHTOB B 00IIeH BBIOOpKE
yKa3aiH, 9TO OBUTH TIEPBBIMH CIICIIMAIMCTAMH,
oneHuBaBmmMu manueHToB ¢ CMA 1o
MMOCTAHOBKM nuarsosa. OcTajbHbIC HMalUSHTHI
MPOXOANIN yepes MHOTOYHCJICHHBIC
KOHCYNbTAIlMU C JPYTUMHU BpadyaMu, dYTO
YBEJIUYMBAIO TUATHOCTUYECKUE 3aAePKKH [4].
B Asctpanmuu 55% poaureneit cooOnmm, 9To
HE T[IOHMMAaJM COJEpXaHUsi U TMpolecca
CKpUHHHTA HOBOPOXICHHBIX, 4TO
JIOIIOJIHUTEILHO OCIIOXKHSIO B3aUMOJICHCTBUC
¢ Bpauamu [2]. [Ipumep u3 uaTepBbio: OnuH U3
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poaurenel pacckasain: «Mbl XOAWIN OT OJTHOTO
Bpaya K Jpyromy, NBITasChb HAWTH OTBET.
Hukto w3 HUX HE NpPeanoyokKWI, 4TO 3TO
Moxker ObiTb CMA, moka He caenaiu
reHeTudeckuii Tect» [2]. B ogHoM m3 ciydaeB
MaTh peOCHKa C MPU3HAKAMU THUIIOTOHUU U
3aIepKKU MOTOPHOTO Pa3BUTHUS IOJEINIIACK!
«[lemquatp ckaszanm, 49TO 3TO MOXKET OBITh
BPEMEHHOM  3aJEpKKOM M HAM  HYXHO
OAOXKAaTh. TONBKO IOCHE  yXYALICHUS
COCTOSIHMSI M1 CMEHBI Bpaya Hac HalpaBWIA HA
reHeTUYEeCKOoe TecTupoBaHue» [5]. Bpau-
CHELHUATUCT, KOMMEHTUPYSd TaKue Cciydaw,
OTMETWIT: «MBI 4acCTO BUAUM JETEH, KOTOpPHIE
MPUXOAAT K HaM CIMIIKOM mo3aHo. Ecnu Obl
Bpa4yM NEPBUYHOTO 3BEHA MOHUMAJU BaXKHOCTh
CBOEBPEMEHHOTO HaIlpaBJICHUs Ha
JTUArHOCTUKY, MBI MOTJIH ObI H30€KaTh MHOTHUX
OCJIO)KHEHU» [3].

Pe3ynbTaThl HU3KOW OCBEIOMIIEHHOCTH

Juarnoctuueckue 3anepxkku: Huzkas
OCBEJIOMJICHHOCTh TPHUBOJUT K YBEIUYEHUIO
BPEMEHH OT IOSIBJICHUS IEPBBIX CUMIITOMOB J10
IIOCTaHOBKM  jauarHo3a. Kak  mokazamm
HCCIEAOBAaHMS, MALMEHThl MOTYT IOcenlaTh
HECKOJIbKUX Bpayel, Mpexae 4eM HM OyaeT
Ha3HA4eHO TE€HETHYecKoe TecTtupoBaHue. Jlo
50% cemelt ¢ gerbmu, ctpanarommmu CMA,
CTaJIKUBAIOTCS c JUAarHOCTUYECKUMHU
3aiepKKaMu 0oJiee TByX MecsIeB [4].

VYhyleHHoe TepaneBTHYeCKOe OKHO:
[Tpu Tsxenbix popmax CMA, Takux Kak Tut 1,
KaK7asi Hesiens 0e3 JieueHus yBEIMYUBAET PUCK
MOTEPH JBUTATEIHLHBIX HEUPOHOB, YTO JIENAET

CBOEBPEMEHHOE  HANpaBJICHHE  KU3HEHHO
Ba)XHBIM [5].

VYxyauenue MPOTHO3a: ITo3auss
JUAarHOCTUKA TOPUBOJUT K  YXYIUIECHUIO
KIIMHUYECKUX HWCXOJIOB, BKJIIOUas
OTPAaHWYCHHYIO JBUTATENIBbHYIO  (YHKIIHIO,
JbIXaTENbHYIO HEJI0OCTaTOYHOCTh u

MOBBIIEHHBIA PUCK CMEPTH.
OcHoBHBIE (PAKTOPBI, CIOCOOCTBYIOIINE

HU3KOH MH(OPMHUPOBAHHOCTH Bpayei
NIEPBUYHOTIO 3BEHA:

Peaxocth 3a00JI€BaHUS: CMA
BcTpeuaercss mnpumepHo y 1 wu3 11 000
HOBODPOXK/ICHHBIX, 41O JienaeT ero
OTHOCUTEJIBHO PEIKUM U1 IOBCEIHEBHOM
MPAKTUKH NEeINaTPOB. OtcyrcTBHE

cucTemMatuyeckoro odyudenus: Bpasam penko
MIPEIOCTABIISIOT CIelaJIbHbIE
oOpa3oBaTeNbHble MPOTPaMMbl WU MOJIYJIH,
MOCBAIICHHBIE PEIKUM 3a00JIEBaHUSAM, TaKUM
kak CMA. OrpaHM4eHHBIN JOCTYI K pecypcam:
B cenbckuX M OTAANEHHBIX PETMOHAX BpavU
4acTO HE UMEKT [JOCTyla K IOCIEAHUM
JTAHHBIM WIN KOHCYJIbTaLIUsIM co
CIELHATUCTaMU.
Jiist perieHust 3Toi mpoOaeMbl TpedyeTces
KOMILIEKCHBIN MOAXO0J, BKIIOYAOIINN:
O6pazoBarenbHble IPOIPaMMBI:
BHenpenue 1eneBbIX TPEHMHIOB U
OHJIAWH-KYPCOB U1 Bpayeil IEpBUYHOTO 3BEHA,
(hOKyCUPYIOIIUXCS Ha pacro3HaBaHUU
cuMntoMoB CMA u BaXXHOCTH HEMEJJICHHOTO
TEHETUYECKOT0 TeCTUpOoBaHus [3].
[Iporpammbl MTOBBIIICHUS
KBaIM(UKAIMKM, TaKue KaK HCIOJIb30BaHUE

MOJYJI€  JMAarHOCTUKH  TUIOTOHUH Y
HOBOPOXJECHHBIX, KOTOpBbIE YK€ IIOKa3ajau
CBOIO 3¢ (HEeKTHBHOCTH B MAJIOTHBIX

HCCIIeIOBaHUSX [5].

[TuceMenHbIe U UG POBBIE PECYPCHI:
Cozlanue M pacnpoCTpPaHEHUE CIPABOYHBIX
MaTepUajIoB JJIsl Bpauel, BKJIOYas aJrOPUTMbI
JUarHOCTUKHU " CKPUHMHIA penKux
3a0oneBanuil. Hampumep, pykoBoOJICTBO ¢
UCIIOJIb30BAHUEM  KIJIFOUYEBBIX  CHUMIITOMOB
(«rUnmoTOHUS, «3aziepxKKa MOTOPHOI'O
pa3BUTH») MOXET IOMOYb BpadyaM ObIcTpee
UICHTUPUIMPOBATh BO3MOXHBIE cinydan CMA
[3]. UccnemoBanue Murrell D. V. BrisBHIO
KJIFOUEBbIE aCMEKThl ONbITa CEMEU C JIEeThbMHU,
CTpaJalollMMH  CIMHAJIBHOM  MBIIIEYHON
atpodpueit (CMA) tuna [, B HEOTIOKHOM
noMoIy,  OONBHHIIAX M KIMHMYECKHX
YCIIOBUSAX. AHAJIN3 UHTEPBBIO C POAUTENAMU 22
nereit (11 ymepmux u 11 >KUBBIX) MO3BOJIMII
BBIIETTUTh TP OCHOBHBIE TEMBI: IUAarHOCTUKA,

MPUHATHE  OOOCHOBAaHHBIX  MEIMIIMHCKHX
pelleHHii ¥  OpraHu3alnus  HEOTJIOKHOU
nomout  [12]. beumn  mpennmoxeHbl
YIIy4IIEHUSI, HANpaBJIEHHbIE Ha TIOBBIIICHUE
KauecTBa yXoja, BKIIOUas: pa3pabOTKy
JUAarHOCTUYECKOTO CKPUHHUHTOBOTO
WHCTPYMEHTA; co3JaHue WHCTPYMEHTA
MOJIEPHKKHI MPUHSATUSA MEIUIIUHCKUX
pelieHuii; BHeApeHue  UH(DOPMAIHOHHOTO
mabioHa  JyIi  HEOTJIOKHOM  TTOMOIIH,
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UHIUBUAYAIBHO aJanTUPOBAHHOTO  JJIs
Kaxaoro pedenka [12]. DTu Mepbl npu3BaHbI
YIIY4IIUTh JUArHOCTHKY, THPOPMUPOBAHHOCTH
MEIULIMHCKUX pPAa0OTHUKOB U  00ecredYuTh
0osiee KaueCTBEHHBIM yXOJ 3a MallMeHTaMU C
CMA tuma I [12].

KoncynpTanum M COTPYAHHYECTBO C
uentpamu CMA:

Bpauu mnepBUYHOrOo 3BEHA JOJKHBI
UMETh BO3MOXKHOCTb OBICTPO
KOHCYJIbTUPOBATbCS C OJKCIEpTaMH  uepe3
TeJIEeMEIULIUHCKIE 1aThOopMBbI WIu
CHEIHATM3UPOBAHHbIE TOpPSYHE JIHUHHH. IJTO
MOXET IOMOYbh B TMPUHATAU PEIICHUH O
HANpPaBIICHUU MAIIUEHTOB.

B omHOM u3 MOWIOTHBIX NPOEKTOB B
ABcTpaniuu ObUIM TPOBEACHBI O0ydaroIue
CeMHHaphl s [EJUaTpoB, I/€ Bpayu
HAyYWINCh UACHTU(DUUIUPOBATH  IPU3HAKU
CMA mHa pannux cragusix. B pesynbrate
KOJIMYECTBO CBOEBPEMEHHBIX HAIpPaBICHUN K
cnenuanuctam ysenuuuiock Ha 30%, a Bpemst
OT BBISIBICHHUS CUMITOMOB JI0 JUATHOCTHKHU
COKpaTHJIOCh B JIBa pa3za [5].

Huszkass  ocBelOMIIEHHOCTH  Bpaudeu
nepBuuHoro 3BeHa o CMA mpencraBiser
cOoOOM  3HAUUTENbHOE  MPENATCTBHE IS
CBOEBPEMEHHOW  JUAarHOCTUKHU. Y CHIICHUE
o0pa3oBaTeNbHBIX HWHHUIIMATUB, pa3padoTKa
MHCTPYMEHTOB JUII Bpadel M CO3JaHUE
MEXaHU3MOB COTPYJHHUYECTBA C LEHTPaMH
CMA mnomoryt CokpaTUTh JAMArHOCTUYECKUE

3aepKKH U YIYYIIWTh HCXOABI JICYCHUS.
[Ipumepsl YCHEUIHBIX porpamMmm
JIEeMOHCTPUPYIOT, 4YTO Jaxe HeOoJblIHe

U3MEHEHUS B OOyYE€HHUH MOTYT IMPHUBECTH K
3HAQUUTEIIBHBIM  YJIy4lIE€HUsSM B IPAKTHUKE
JMAarHOCTHKH.

3. OrpannueHus TE€HETUUECKOTO
TECTUPOBAHUS
['eneTnueckoe TeCTUPOBAHUE UTPAET

KITIOYEBYIO POJIb B JMArHOCTHKE CITUHAIBLHOU
MmpimieyHo arpodpun (CMA), omHako ero
OTpaHUYCHUS CO3IIAI0T 3HAYHUTEIbHBIC
TPYAHOCTH Kak Ui Bpauded, Tak W JUis
ponuteneid [13]. DTu TpyaHOCTH CBSI3aHBI C
MHTEpIpeTanuei pe3yJbTaToB,
KOMMYHUKaIHEH C CEMBSIMH "
MPOTHO3UPOBAHUEM KIMHHYECKOTO (PEHOTHIIA
Ha OCHOBE T'€HETHYECKUX JaHHBIX.

OgHuM  ©M3  OCHOBHBIX
TCHETUYECKOTO  TECTUPOBAHUS  SIBIISCTCS
CIIO)KHOCTh ~ MHTEPIpPETAlMU  Pe3yJIbTaToB,
OCOOCHHO B CiIy4asX C HEOJIHO3HAYHBIMU
nanHbiMU [14]. 'eHeTnueckoe TecTHUpOBaHUE
yacTo oleHuBaeT uwmciao xommid SMNZ2,
KOTOpPOE€ MCIONIBb3YeTCs AJI MPOTHO3UPOBAHUS
TsbkecTd  3aboneBanust  [15].  Hanpuwmep,
Hajmuyue 1ByX Kormuid SMN2 00bI9HO CBSI3aHO C
TSDKETIBIM MH(AHTHIIBHBIM (PEHOTHIIOM, TOT/IA
KaK HaJl4uue Tpex Uiu 0oJiee KOMUi yKa3bIBaeT
Ha MEHee TsKenylo ¢GopMy 3a00JieBaHUs.
Opnako  9TO  TOpaBWIO  HE  SIBISETCS
aOCONFOTHBIM, M KIMHUYECKHE TPOSBICHUS
MOTYT BapbHpOBAThCS Jake MPU OJUHAKOBOM
yucie konui [16,17]. B coyuasx ¢ Gonee uem
tpemss komusiMu SMN2 mporHozupoBaHue
CTAaHOBHUTCS €IIe MEHEEe TOYHBIM, YTO CO3JIACT
3HAYUTENIBbHYIO HEOIpeAeNeHHOCTh TUISE
MEIUIIMHCKUX paOOTHUKOB U poxuteneit [18].
Hanmpumep, y HEKOTOpHIX MAalMEHTOB C
YETBHIPbMSI  KOMUSMHU MOTYT  TIPOSIBIISITHCS
Mpu3HaKku 3a00JIeBaHUS, TOTAA KaK Yy APYTUX
CUMITOMOB MOXET HE OBITh B TCUCHHE MHOTHUX
ner [3, 5].

B HEKOTOPBIX clTydasX TECTHI BBISBIISIFOT
peakue MyTtanuu win Bapuaruu B rene SMN1,
KOTOpble HE OBLIM ONUCaHBI paHee, YTO
3aTpyqHSET TOHUMAHUE WX KIMHUYECKOTO
3HaueHus [19].0auH w3 Bpadeil moIeTuiICs
OMBITOM: «MBI CTOJNKHYIUCh C CHUTYyallueH,
KOI'JIa y MJIaJieHIla ObUT peIKUi TeHeTUYEeCKUi

BBI3OBOB

BapHaHT, W OBUIO CIOXHO OOBSCHUTH
POIUTEIISM, 4ero 0KUIATH) [5].
HeonHo3HauHble pe3ynbTaThl TE€HETHYECKOTO
TECTUPOBAHUA CO3ar0T SHAYUTCIBHYIO

TICUXOJIOTUYECKYIO Harpy3Ky Uil pOJIUTeNei.
Pomutenn 9acto He  MOHMMAKOT, Kak
UHTEPIPETHPOBATh T€HETHUYECKUE TaHHbIE WU
YTO OHU O3HAYAIOT /I OyAYIIEro ux peoeHka.
3T0 0COOEHHO TPYIHO ISl CEMEN € S3BIKOBBIM
0apbepoM WIIM HU3KUM YPOBHEM METUITTHCKON
rpaMoTHOCTH. OfHAa MaTh, YbH pPE3yIbTATHI
TECTUPOBAHUS TOKa3aay yeTbipe Ko SMN2
y pebeHka, oTMeTmia: «Bpaun ckazanu, 4To OH,
BO3MOXXHO, HUKOTJIa HE 3a00jeeT, HO 3TO He
TOYHO. MBI HE 3HaJIM, CTOUT JH FOTOBUTHCS K
XyAIIEMY WM HaAeATbCcs Ha Jydiiee» [4].
HeormpeneneHHOCTh pe3y/nbTaTOB  yCUIIMBAET
TPEBOTY M CO3[A€T OUIYUICHHE <OKU3HU B
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OKUJAHUM», KOTJIa POJUTENM HE 3HAIOT, KaK
IUIAHUPOBATh JICYEHWE WM JKU3Hb CBOETO
pebenka. Otern peOeHKa C TpeMs KOMHUSMU
SMN2 omucam: «Mbl YyBCTBOBAJIH, YTO
HaXOJUMCsl B TOJBEHIEHHOM cocTosiHuM. Kax
OyATO KaXKABIN JI€Hb MBI KU, TOSBSATCS JIU
CUMITOMBI WJIK HET» [5].

Ilepenaua  reHeTMYECKHUX JTAHHBIX
POIUTENSIM OCTAeTCA BaXXHBIM, HO CJOXHBIM
acnieKToM. Bpaum crankuBaroTcs € psIOM
npobiem. Hampumep o0bsSCHEHHE CIOXKHBIX
FEHETHUYECKUX  KoHuenumui. ['eHernueckoe
TECTUPOBaHUE TPeOyeT MOHUMAHHS CIOXKHOU
nHpOpMaINH, BKJIIOYAst TE€HETUYECKHE
BapHMaHThl M MX CBA3b C KIMHUYECKUMU
ucxomamu [19,20,21]. D10 MOXKET OBITH
TPYJIHO JOHECTH JO POAUTENEH, HE UMEIOLINX
MEAUIMHCKOro oOpa3oBaHus. OrpaHuyeHus
BpEMEHH  JENaloT  CIOXHOH  TIIyOOKyro
KOHCYJIbTAIlI0, OCOOCHHO B YCJIOBHUSX, IJIE
Bpaud  JOJDKHBI  JEeHCTBOBAaTH  OBICTPO.
SI3BIKOBBIE W KYJIBTypHBIE  Oapbepsl:
Poputensim, He TOBOPSIIIUM Ha SI3bIKE CHCTEMBbI
3/IpaBOOXpPAHEHUs], TPYIHO MOHATh U NMPUHATH
pelleHsl Ha OCHOBE CIIOKHOW HH(OpMaIuu.
Omna w3 wmarepeid ormetmia: «MHe nanu
pe3yiabTaThl, HO s Jaxe He [OHUMala
TEPMHUHOB. MHe ObLIO CTpAIIHO, U 51 HE MOIJIa
3aJ1aTh HYXKHBIE BOIIPOCHD» [5].

OrpanudeHus WHTEpIpEeTaIN
TEHETUYECKOT0 TECTUPOBAHUS MOTYT ITOBIIUATh
Ha Bce Jrambl yxona 3a pebenkom: Korna
pe3yiabTaThl HEOJAHO3HAUHbI, Bpaud MOTYT
Koje0aTbCsl B NMPUHATUU pELICHUH O Havaje
JieueHust, OCOOEHHO eciin 3a00JIeBaHKE elle He
MPOSIBUIIOCH [22]. DTO MOXET NPUBECTH K
rnorepe JIparolieHHOro BpPEMEHH,
He0OXO0IMMOro ISl MPEeAOTBpAIlEHUs MOTepU
JIBUTATEIbHBIX HEHPOHOB.

Onun n3 Bpadeil otmeTwi: «MBI 3HaeM,
YTO paHHEE JICYEHHE KPUTUUYECKU BAaKHO, HO
MHOTJAa CJIOKHO YOeOuTh poAuTesell HadaTh
J€4YEeHHUe, KOIZla  CHMIITOMBI  €lle  He
nposiBUIUCHY [3]. C mpyroit CTOPOHBI JIeueHue,
U3MEHSIoIIee TeueHue OO0JIe3HU, UMEET CBOU
PUCKH M BBICOKYIO CTOMMOCTh. Pomurenu u
Bpayu MOTYT OIAacaThbCsl HEHY>KHOTO JICUECHUSI
pebeHKa, y KOTOPOro CUMITOMBI 3a00JIeBaHUS
MOTYT IPOSIBUTHCS MO31HEE [5].

g yctpanenusi 6apbepoB, CBSI3aHHBIX C

T€HCTUYCCKUM TCCTUPOBAHHUCM,
PEKOMEHTYETCS:

HeobxomuMo  pa3paboraTh  YeTKHE
AJITOPUTMBI TSt POTHO3UPOBAHUS

KJIMHUYECKOI'0 MCXO0/a HA OCHOBE YMCIIa KON
SMN2 u 1pyrux reHeTndeckux (HakTopoB. ITO
[IO3BOJINT YMEHBIIUTH HEOIPENEICHHOCTh U
CTaHIapTU3UPOBATh NOAXOMA K JUArHOCTHKE U
JedeHuro [4].

Bxmrouenne po¢eCCHOHATIBHBIX
TFE€HETUYECKUX KOHCYJIbTAaHTOB, KOTOPbIE MOT'YT
OOBSICHATh  pE3yNbTaThl TECTUPOBAHUS B
JOCTYIIHOM M TOHSATHOH ¢opMe, a TaKxke
IIPEIOCTABIICHNE TMCbMEHHBIX MaTEPHAIIOB Ha
POJHOM f3BIKE CeMbH [23].

Co3nanne 00pa30BaTENIbHBIX PECYPCOB,
TaKUX KaK BU/IE0 M OYKIJIETHI, MOSCHSIOUINX, KaK
UHTEPIPETUPOBATh PE3YNIbTAThl T€HETUUECKUX
TECTOB U YTO OHU O3HAYAIOT JJIs JIeUeHus [24].

Hcnonb3oBaHue  OMOMapkepoB Ul
JIOTIOJNIHEHUSI TEHETHYECKOI0 TEeCTHUPOBAHUS
MOJKET II0OMOYb TOYHEE OIPENEINTD, Y KOrO U3
JeTel pa3oBbeTCs 3a00JeBaHNe U KaK OBICTPO.
OTO MO3BOJUT CHU3UTH HEOIPENEICHHOCTh U
MOJJEPKaTh NPUHATHE PELICHUH O JeueHUU
[5].

HeoOxonumo Bxmounts renetuky CMA
B oOpa3oBaTelbHble  NPOTrPaMMBbl IS
MEIUIIMHCKUX paOOTHUKOB, YTOOBI Bpauu
IIEPBUYHOTO 3B€HA U CIIELHAIUCTHl MOTIJIN
Jy4Ille UHTEPIPETUPOBATh PE3YJIbTAThl TECTOB
U nepenaBaTh MH(opMaruo poautensam [3].

I'eneTnueckoe TECTUPOBAHUE
MPEJCTABISAET COOOM BaXKHBIH WHCTPYMEHT B
nuarHoctuke CMA, HO ero orpaHu4eHus
CO3/1a10T 3HAYUTEIbHBIE TPYJHOCTH JUIsI Bpauei
n poaurenei. Ilpobnembl HHTEpHpEeTAUU
pe3yJIbTaTOB, KOMMYHHKAIlUM C CEMBSIMHU H
HEOMNPEeIEHHOCTh MIPOrHO3UPOBAHUS
TpeOYIOT CHCTEMHOr0 MOJX0/a K OOY4YEHHIO,

pa3paboTKe CTaHJApPTOB U YIYUIICHHUIO
KOMMYHHUKaIuu. PerieHue 53TUX BONPOCOB
obOecrieuut 6onee s dexTuBHOE

HCIOJIb30BaHNE T€HETHUYECKOTO TECTHPOBAHUS
M YIYYUIUT PE3yJbTAThl JICYEHUS JETeH C
CMA.

4. duna"CcOBBIC OapbepPhI

dunaHcoBbBIC 3aTpaTthl, CBSA3AHHBIC C
JMAarHOCTHKOMW, JICYEHUEM U YXOJOM 32 JeThMHU
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¢ CMA, sBiIOTCSl 3HAUUTEIBHBIM OpeMeHeM JUTUTEIbHAs rOCIUTAIA3ALIUS u
U1 ceMeN. WCIIONBb30BAHUE  WMHBA3UBHOM  BEHTWIISIIUU
OTH 3aTpaThl BKIIOUYAIOT KAK MPSMbIE JIETKUX (17,4%) W HEWHBAa3UBHOU

pacxompl HA  MEAOWIIMHCKUE  YCIyTH |
o0opynoBaHWEe, TaK M KOCBEHHBIC YOBITKH,
TaKue KakK norepst J0x0ja n3-3a
HEOOXOJMMOCTH yX0/a 32 00JIBHBIM PEOCHKOM
[26-34]. Dtu  OGapwepsl  yCyryOssIFOTCS
OTPAaHUYCHUSMU CTPAaXxOBOTO TIOKPBITHS U
JIPYTUMH COIMATIBHO-D)KOHOMUYECKUMU
(dhakTopamu.

[IpsiMble 3aTpaThl OXBATHIBAIOT IIUPOKUN
CHEKTp YCIYT U 000pYyI0BaHUS, HEOOXOIUMBIX
U1t yxojia 3a peoenkom ¢ CMA:

Menuuunckue ycnyru: Jleuenne CMA

TpeOyeT 3HAYUTEIIBHBIX (UHAHCOBBIX
pecypcoB, OCOOCHHO €CJIH  HCIOJb3YHOTCS
JOPOTOCTOSIIIIE ~ METOABI,  TaKhe  Kak
HYCHHEPCEH (Spinraza®), 30JIT€HCMa

(Zolgensma®) wmu pucnumiam (Evrysdi®).
OTH mpenaparbl MOTYT CTOUTh COTHHU ThICSY
JI0JUTapOB B TOJ1, UTO JIEJIAET UX HEJOCTYIHBIMU
JUIi MHOTMX ceMell 0e3 rocynapcTBEHHOU
MOAJEP’KKH UM CTPaXOBOT0 MOKPHITUS [5].
I'onoBbie psIMbIE MEIUIMHCKHE
3atpaTthl Ha jedyeHue CMA BapbHUpyrOTCS OT
$20 047 mo $141 429 gna tuna | w ot $27 12 o
$27 419 gns tumos 1l u 11 [31, 33,34]. Dt
pacxoabl CYIIECTBEHHO IPEBBILIAIOT 3aTpPaThl
Ha JIeUeHUE APYTUX XPOHUUECKUX 3a00JIeBaHUIN

u MOTYEPKUBAIOT 3HAYUTEIBHOE
IKOHOMUYECKOe Opems, cBsizanHoe ¢ CMA.
Crenuanu3upoBaHHOe  00OPYIOBaHHE:

VYxon 3a pebenkom ¢ CMA wyacto Tpedyer
CIELMANIBHOTO 000pYIOBaHUSA, TaKOrO Kak
VHBAJIUIHBIE  KOJSCKH, yCTpOWMCTBA IS
JBIXAaTeIbHOM MOJIEPIKKH, 000pYAOBaHUE ISt
CbI/ISI/IOTepaHI/II/I u JOpyruc BCIIOMOIaTCJIbHEBIC
TexHOJIOTUH. CTOMMOCTH  OJHOTO  TOJIBKO
pecrmparopa WIH arnmapara it HBWHBa3UBHOU
BEHTHW/ISIIUM ~ JIETKUX  MOXET  COCTaBJIATh
TBICSIYM J0JUTAPOB, HE CUUTAS PACXO/I0B HA €T0

TeXHHUYeckoe  oOciyxuBaHue.  Ponurtenu
OTMETHJIM, YTO OTH  PacXolbl  PEIKO
MOKPBIBAIOTCSI ~ TOJIHOCTBIO  CTPaxXOBBIMHU

KOMITAaHUSIMH, OCOOCHHO €Cli 00OpyJOoBaHUE
CUUTACTCS «HEKM3HEHHO BaXKHBIMY [5].
OcoOEHHO  BBICOKME  pacxoiabl  Ha
o0opynoBaHue HAOIIOAIOTCS Y MIIAJICHIICB C
CMA Twna |, y xoTopbix TpeOyercs

BeHTHIIAMH (26,1%) [32].

KocBenHnble pacxozbl CBs3aHbI C YTPaTOil
JI0X0J1a ¥ I3MEHEHHEM 00pasa KU3HU CEMbH:

Omun  wunu oba  poauTedss  4YacTo
BBIHYXK/JCHBI ~ yXOIUTh C  pabdOThl WU
MEPEXOIUTh HA YACTUYHYIO 3aHSITOCTh, YTOObI
yXaXHBaTh 3a PEOCHKOM. DTO NPUBOIHUT K
3HAYUTEIBHOMY CHIDKEHHUIO JTOXOJIOB CEMbH.
Onun u3 poauteneil mojenmmics: «5 ocTaBui
CBOIO pabOTy, YTOOBI 3a00TUTHCS O pedeHKe, U
C TeX Mop Hama (GUHAHCOBasK CUTYAIUs CHIIBHO
yxyamunack. Jlaxxe ¢ TrocymapcTBEHHOMN
MOJ/ICPKKOM MBI H30 BCEX CHJI CTapaeMcs
MOKPBITh BCE pacxoabh» [S].

UccnenoBanns MMOKa3bIBAIOT, YTO
CpenHsisi CTOMMOCTh YXOZa 3a IMallueHTOM C
CMA 3a Bech nepuo] HaOIIOIEHUS COCTABIISIET
$5 213, ¢ OCHOBHOH Jjoyei 3arpar,
MIPUXOJSIICHCS Ha aMOyJIaTOpHBIC BH3UTHI
($53 152) [28].

Popgurenu Takke 9acto KEPTBYIOT
KapbepHBIM  POCTOM ¥ BO3MOKHOCTHIO
noixy4yeHusi Ooijiee BBICOKOW 3apruiatel. B
OJTHOM M3 HMHTEpBBIO MaTh pebenka ¢ CMA
otmerwia: «Mosi kapbepa 3amopoxeHa. A He
MOTY TMOCemarh Mpo(ecCHOHaTbHBIE KypPChI
WJIM y4aCTBOBATh B MPOEKTAX, IOTOMY UTO BCE
MO€ BpeMs YXOJUT Ha yXOJ 3a peOeHKoM» [5].

Cembu CTaJIKUBAIOTCSA c
HEOOXOIMMOCTBIO OTKa3bIBAaThCS OT JOCYTa,
MOE37I0K M JIPYTHX COIMATBHBIX aKTUBHOCTEH,
9TOOBI HAIPaBUTh BCE PECypChl Ha YXOH 3a
pebeHKOoM. OTO  MOXET  MpPHUBECTH K
COLIMATPHOW  M3OMSIUU U yXYIIICHHIO
KadyecTBa KU3HU BCeH ceMbH [5].

B 10 ke Bpems HU3KUIl ypOBEHb KauecTBa
KU3HU XapaKTepeH W IS CaMHX MaI[UeHTOB.
Cpennuii 6amt no EQ-5D y nannentoB c CMA
coctasiger 0,16, a y ux onekynon — 0,49, uyro

yKa3bIBaeT Ha 3HAYMUTENbHbIE
MICUXOJIOTHYECKHE u SMOIIMOHATbHbIE
Harpysku [29].

CrpaxoBoe ITOKPBITHE 4acTo
OKa3bIBACTCSI HEIOCTaTOYHBIM ISt

yIoBIEeTBOpeHUs oTpeOHOCTeH nereii ¢ CMA.
B HEKOTOpBIX CTpaHax CTPaxOBblE KOMIIAHUU
OTKa3bIBAIOTCS TOKPBHIBAaTh JIOPOTrOCTOSIINE
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METO/JIbl JICUCHUS, TAKUE KaK T'€HHbIE Teparnuu
WIM  JIEKapCTBA, M3MEHSIOLUIUE  TEUEHUE
3a0o0ieBaHus, yTBepxKAas, 4TO ux
3¢ (HEeKTHBHOCTh HEJOCTATOYHO JIOKa3aHa IS
ONPEACIICHHBIX ciy4yaeB [4].

Hanpumep, B CIIA xo3¢ddunment
MHKPEMEHTAJIbHON SKOHOMUYECKOH
spdextuBHoct  (ICER) nns mpenapaToB
HYCHHEPCEH U 30JIreHcMa Bapsupyetcs ot $210
040 mo $1 150 455 3a roj KU3HHU ¢ TONPABKOM
Ha kaudectBo (QALY) [27]. OTu mokasarenu
JeNalT  TEparuio HEJOCTYIHON 0e3
CTPaxOBOTr'0 MOKPBITUS WU TOCYJapCTBEHHOMN
MIOA/ICPKKH.

MHorue CTpaxoBbI€ KOMIIaHUU
MOKPBIBAIOT TOJILKO 0a30Boe 000pyI0BaHUE,
TOTJa KaK CIelUaIn3upOBaHHBIE YCTPOHCTBA
4acTO  OCTalOTCs 3a CYET  POJUTEIIEH.
Hanmpumep, onmHa cembs cooOmunia, 4YTO
CTpaxoBasi KOMIIAHUS OTKAa3ajach OIUIAYUBATh
JIETKUIl ¥ MOPTAaTUBHBIA pecrnupaTop, 3asBUB,
YTO OOBIYHBIM CTAIIMOHAPHBIN ammapar yxe
MOKPBIT [5].

['eorpaduyeckue " COIMAJIbHBIC
¢axrtopsl. B ABctpanuu u CHIA Habmronatorcs
3HAQUUTENbHBIE Pa3U4Yusl B  JOCTYITHOCTH
JIeYeHUS B 3aBUCUMOCTHU OT peruona. Cembu U3
CEJIbCKUX WIH yIaJeHHbIX  pPailOHOB
CTaJIKUBAIOTCS c JIOTIOTHUTEIbHBIMU
pacxoaamu Ha TPAaHCTIOPTHUPOBKY "
MPOKUBAaHUE BO BPEMS JICUEHUSI B TOPOACKUX
MEIUIIMHCKUX IIeHTpax [5].

@dunaHcoBoe Opems, CBs3aHHOE C
JTUArHOCTUKOM, JICYEHHEM U YXOJIOM 3a JIETbMHU
¢ CMA, ocraercs 3HaUUTEIbHBIM BBI30BOM JIJIs
cemed. IlpssMble 3arpaTel Ha J€4YEeHHE U
o0Opy/nOBaHUE, KOCBEHHbIE YOBITKH H3-3a
MOTEpU JI0XO0/1a M HEAOCTATOYHOE CTPaXxOBOE
MOKPBITHE  CYHIECTBEHHO  YCIOXHSIOT —HUX
XKU3Hb. JIJ1g cMsTYeHHS PUHAHCOBOTO OpeMeHU
HE00XO0AUMO:

VaydmieHue  cTpaxoBOro
BKJIIOYAs TIOJIHOE€ TOKPBITHE
obopynoBanus [4, 27].

Pacuiupenue porpaMm
TrOCYJapCTBEHHOW TOMJIEPKKH, TaKUX Kak
cyocuanu v OH/IBI ITOMOIIU CEMbBSIM [5].

Nudopmuposanue cemen 0
BO3MOXKHOCTSIX HCIIOJIb30BAHUS

IMOKPBITHA,
JCUYCHHUA U

CYHIECTBYIOIIUX CTPaxoOBbIX MpOrpamMmM U
0J1IarOTBOPUTEIHHON TTOMOIIH [5].

KomMriekcHbli moaXo K peleHnto 3TUX
mpo0JieM TIO3BOJUT CYIIECTBEHHO CHHU3UTh
(bMHAHCOBOE U MCUXOJOTUYECKOE JIaBJICHHE Ha
cembd, BocnuthiBaronue jgereii ¢ CMA, u
yIAYUIIUTh Ka4eCTBO JKU3HU KaK MAIMEHTOB,
TaK U UX OJIM3KHUX.

5. Ilcuxonornyeckue nociaeCTBUS

[Tonyuenue MOJIOKUTEITBHOTO
pe3ysibTaTa CKPUHMHIA SBIISETCS CTPECCOBBIM
OIIBITOM JJISI POJUTEIIEH, YTO OBLIIO OTMEUYCHO B
HUCCIIEIOBAHUIX [2]. Ponurenu 4acTo
WCIIBITHIBAIOT TPEBOTY, HEOMPEIEICHHOCTh U
CTpax 3a Oyayuiee pedeHKa. Y MEHBIIICHHE 3TUX
MOCTICICTBHMA TpeOyeT KOMILJIEKCHOU
MICUXOCOIMANIBHOM  MOAJEPKKH,  BKIIOUas
JOCTyll K WHGOPMAIMU U TICUXOJIOTHYECKON
nomoiu [3].

[Tonyuenue MOJI0KUTETBHOTO
pesynbrata ckpuHuHra Ha CMA - 3T0 KkpaiiHe
CTPECCOBBIA ONBIT I POJIUTENEH, KOTOPBII
MOJKET OKa3bIBaTh JJIMTEIBHOE BIUSHUE HA HX
SMOIIMOHAIbHOE cocTosiHue. MccnenoBanust
MOATBEPKJIAIOT, YTO POAUTENH CTATKHUBAKOTCS
C LETBIM CIEKTPOM HETAaTUBHBIX OSMOIUH,
BKJIFOYAsi TPEBOTY, HEONPEIEIEHHOCTh U CTPax
3a Oyaymiee peOeHka. OTH  TOCIENCTBHS
YCYT'YOJISIOTCSI OTPaHUYEHHBIM JOCTYIIOM K
nHpoOpManuu, TOIJACPKKE ¢ BPEMEHU Ha
OCO3HaHUE CHUTyalluM, YTO MOJAYEPKUBAECT
HEOOXOJUMOCTh KOMIUIEKCHOTO TOAX0Ja K
OKa3aHMIO MICUXOCOLUATBHON TOMOIIH.

[Toutn Bce poauTenu, y4yacTBOBaBIIUE B
WCCIIEIOBAaHUH, COOOIIMIIA, YTO H3BECTHE O
MOJIOKUTEITFHOM PE3yJIbTaTe CTAIO ISl HUX
mokoM. OnHa u3 matepei noaenuuack: «Mbl
HE 3H&IM, YTO Ham  peGeHOK  ObLI
nporectupoBad Ha CMA. D70 ObLIIO TOX0KE Ha
IpOM cpeau siCHOTroO Hebay [2].

N OOJIBIIIMHCTBA poaurenen
Ha00amach TPEBOKHOCTh, CBS3aHHAs C
BO3MOYXHOCTBIO (PaTaqbHOTO HCX0/1a, 0COOCHHO
eci peOCHOK Kasalics 3I0POBBIM HA MOMEHT
MOJYYEHUsT  pe3yibTaTOB. IJTU  SMOLUU
YCYryOJISITUCh OTCYTCTBHEM CHMIITOMOB, YTO
CO3/1aBaJI0 JIOKHOE OIIYIICHUE HaJIekAbl Ha
«ommoKy Tectay [2].

['eneTnyeckoe TECTUPOBAHHUE BBISBISET
Haguyre mytaruu reia SMNI1 u xkonruecTBo
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kot reHa SMN2, opgHako  TO4YHOE peOCHKOM CTAaHOBUTCS WX MPHOPUTETOM. DTO

npecKa3zaHue BpEMEHHU TOSIBIICHUS MPUBOAMT K UyBCTBY OJJMTHOYECTBA M U3OJISIUH.

CHMIITOMOB WMJIM WX TSKECTH OCTAaeTCs OnHa math monenuiack: «5l 4yBCTBYIO, 4TO

CIOKHOM  3ajmadei. Pogurenu nerenn ¢ MOSI JKM3Hb TEIepb OIPAaHUYUBACTCS TOJIBKO

konmudyecTBOM komuii SMN2 OGombiie Tpex HaIlIUM JIOMOM U OoJIbHHIICHY [2].

4acTo CTaJIKUBAIOTCS c JBOMHOM IIcuxonorunyeckas Harpyska Ha

HEOIPEJCICHHOCThIO:  OHM  HE  3HAMOT, OTHOIICHHS B ceMbe. Pomurtenu gered ¢

pa3oBbeTCS JM 3a00JeBaHHME, W €CIH J1a, TO
HACKOJIBKO TSDKEJIO OHO OyAeT mpoTeKarth [4].

Omuu U3 poauTeNe omucan 3TO Tak:
«Mpl uyBcTByeM ce0s Kak Ha IOPOXOBOH
004YKe, OKUIas], KOTJa YTO-TO CIIYIHTCS, HO HE
3Has, YTO UMEHHOY [2].

Crpax 3a Oyayiee peOeHKa, OXUIaHUE
Xyzuiero. Pogurenu 4acto npeacTaBisioT cede
caMble XY/IIHWE CIEHApUU, OCOOEHHO TMOCye
u3ydyeHus uHpopmanuu B uHTepHere. Kak
OTMETWJIa OJIHa M3 Marepein: «S He cMmorna
yllep:KaThCs U HaYaJla YuTaTh B UHTEPHETE. DTO
Obuta ommOka. Msl yBuzmenu ¢ororpadun
JeTeil, KOTOPhIM He ObLIa OKa3zaHa MOMOIIlb, U
3TO HAC MOJHOCTHIO CIoMaio» [2].

Crpax 3a Oynymee pebeHKa Takxke
BBI3BIBAET CHJIbHBIC YMOIIMOHAIBHBIE PEAKIINH,
Takhe KaK 4yBCTBO BHHBI, O€CTIOMOIIHOCTH U
JTaXKe THEB.

deHomeH "HEBUAUMOI yrpo3bl": Y aeTeit
C TPEICUMIITOMHBIM COCTOSTHUEM DPOJIUTEITH

MOCTOSIHHO ~ HAaxoJATCsI B COCTOSIHMM
MOBBILICHHOW TPEBOXKHOCTH, HaOmogas 3a
MaJICHIIMMU HM3MEHEHUSIMH B  IOBEJCHHUHU

pebeHKa, YTO MOXKET CHUTHAJIU3UPOBATH O
MOSIBIEGHUH CUMIITOMOB. JTO IPUBOAUT K TOMY,
YTO OOBIYHBIE  IIOBCEIHEBHBIE  COOBITHS
(Hanmpumep, 3a7epKKa B IEPEBOPAYNBAHUN UITH
CUJICHUH ) CTAaHOBSITCSI HICTOYHUKOM CTpecca.

CouunanbsHas H30JISI0 U u
cTUrMath3anms. B HEKOTOpBIX KYJIbTypax
HAJIN4YNE y pebenka TEHETHUYECKOT 0

3a00JIeBaHUsI MOKET OBITh CBSI3aHO C YYBCTBOM
BHHBI y poautenei. OQuH U3 OTLIOB paccKasal:
«Harma cembsi cuuTaet, 4To Mbl C/I€TIANINA YTO-TO
HENpaBWJIbHOE. MHE NMPUXOAUTCSA MOCTOSIHHO
OTIpaBJbIBATHCA 3@ TO, UTO 3TO HE Hallla BUHA»
[3]. Takue cuTyauuum YacTo YCHUIMBAIOT
COLIMAJIbHYIO M3OJILMI0 CceMeH, TaKk Kak
poauTeny U30eralT oOCYXKACHUS IUarHosa ¢
POACTBEHHUKAMU U Jipy3bsimu [35,36].
Popgurenun wacto oOrpaHu4MBarOT CBOE
O0IlleHUE C BHEIIHUM MHUPOM, TaK KaK yXoJ 3a

MOJIOKUTEIBHBIM ~ PE3yJIbTATOM  CKPUHMHTA
4acTo MO-pa3HOMY IEPEeXKHUBAIOT CTpecc. DTO
MOXKET MPHUBOJIUTH K KOH(PIUKTAM MEXKIY
cympyramu. Opna matb otMermwna: «Msbl ¢
MY>KEM MPOCTO HE MOKEM F'OBOPUTH 00 3TOM. S
YyBCTBYIO, YTO MBI OTAANIIEMCS IPYT OT APyra»
[3]. Crpecc Taxke yCWIMBAeTCA H3-3a
HE00X0IMMOCTH MPUHSTUS CJIOXKHBIX
pelieHui, Takux Kak BBIOOp METOJa JIeUCHUs
WM OTKa3 OT Hero. bpatest u cectpol aereit ¢
CMA moryT uyBCTBOBATH c€0s1 3a0BITHIMU UITH

UTHOPUPOBAaHHBIMH, TaK KaK BHHUMaHHE
poauTene  COoCpeloTOYEHO Ha  OOJIBHOM
peOeHke. OTO co31aeT JONOJHUTEJIbHbIE
SMOLIMOHANIbHBIE U COLMAJIbHBIE MPOOJIEMbI B
ceMmbe [3].

Pexomennanun o OKa3aHUIO
IICUXOCOLIMAIBHON MTOAJIEPKKU

Hoctyn x wuHpopmauuu. Poaurenu
OTMETHIIH, 4TO HaJIn4ue YETKOH,
IIOCJIEIOBATEIBHON UM CTPYKTYpPHUPOBAaHHOMN

nH(pOpMAaIIUY O AUATHO3E U BapHAHTAX JICUCHUS
MOTJI0 OBl YMEHBIIUTh UX TpeBory. OauH u3
poauteneii ckazan: «Ecnu 661 HaM 00BACHUIY,
YTO OKUJIATh, HaM OBLJIO OBI JIErde CIpaBIIATHCS
¢ oatou curyaumeit» [3]. IluceMeHHbIE
MaTepuasbl, BUICOPOIUKH U KOHCYIbTALIUU CO
CHEIUATUCTAMU MOTYT TOMOYb POAUTEISIM
Jqy4lle TOHATh CyTh 3a00JieBaHUS M €ro
BO3MO>KHBIE MIOCIIEICTBUS.

Tlcuxomornueckast TTOMOIIIE.
Opranuzanus PETYJISIPHBIX BCTpeY c
CUXOJIOTaMUA UIIH COIIMAIbHBIMU

pa60THI/IKaMI/I JJIsL pOI{HTGHGfI MOXCT IIOMOYb
CHU3UTL YPOBCHBL CTpECCa. I/IHJII/IBI/II[yaJ'IBHBIe
WM TPYHIIOBBIC TCPANICBTHUYCCKUC CCCCHUHU,

HampaBJieHHbIE Ha  OOyYeHHE  HaBBIKaAM
IIPEOJIOJIEHUST  CTpecca, IOKa3ajld  CBOKO
a¢pdexTuBHOCTH B paboTe C  CEMbBSIMHU,
CTaJIKUBAIOIIUMUCS c peaKUMHU

3a0oJieBaHusSIMU [3].
Cozpanue rpynn nojaaep:xxku. Poaurenu
COOOINIMIIH, YTO OOIICHHUE C IPYTUMHU CEMbSIMH,
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KOTOpblE  CTAJKHUBAIMCh C  IOXO0XHUMHU Ha/IesIMCh Ha u3lieueHue pedenka. OgHako Ha

CUTyallUsIMH, TOMOIJIO Obl MM YyBCTBOBATh MOMEHT MpPHUHATHUS PELIEHUH HU OJIUH U3

cels MeHee M30JIMPOBAaHHBIMH. poauTesnei He UMell OJHOT0 IOHUMAaHHUs BCeX

[lognepxuBaromye rpynmnsl  MOTYT — CTaTh acIeKToB Tepanuu u 3aboneBanus [40]. Baxno

wiatgopmoit i oOMeHa OIBITOM, SMOIUSIMU
Y COBETaMHU.

[Tepconanu3upoBaHHbIM HOOXO.
Pomutenu wHyxngawoTcs B HUHIAUBUAYATHBHOM
MOJIX0JIe K MPEIOCTaBICHUI0 HMHPOpPMAIH U
MOJIJIEPKKH, YUUTHIBAIOIIEM UX KYIbTYPHBINA U
COLIMAJILHBIN KOHTEKCT. OnHa MaThb
nomuepkHyna: «MHe HyKHO ObLIO, 9TOOBI KTO-
TO OOBSCHWI BCE Ha TMOHSATHOM S3bIKe, 0€3
MEIUIIUHCKUX TEPMUHOBY [3].
[Icuxonorudeckre TMOCIEACTBUS TMOTYUYCHHS
MOJIOKUTEIBHOTO pPe3yJibTaTa CKPUHUHTA Ha
CMA BKJIIOYAIOT TPEBOTY, CTpax 3a Oymyiiee
pebeHka, COIMATBPHYID  HM3OJSIIUI0 |
HampsDKeHWE B CeMbE. OTU  TMOCIEICTBUS
TpeOyIoT KOMILJIEKCHOTO noaxojaa K
MICUXOCOLIMANIBHOM  MOAJIEPIKKE,  BKIIOYAs
JIOCTYyIl K WH(POPMAIUH, TCHUXOJIOTHYECKYIO
MOMOIIb W CO3[aHHE TPYNI MOJIICPKKU.
Perrenue >Trx BOMpOCOB MOMOXKET YMEHBIITUTH
OMOILIMOHANBHOE Opemsi Ha poauTened u
VIYYIIUTh WX  KauecTBO  Ku3HHU. Jlua
MOBBIIICHHUS] KaueCTBa MEIUIIMHCKOW MOMOIIA
netssMm ¢ CMA MenuuuHCKUM pabOTHHKaM
pPEKOMEHyeTCsl yIensITh 0co00e BHHMMAaHUE
TICUXOCOIMAIBEHBIM u AMOIMOHATHHBIM
noTpebHOoCTsAM cemeil. BaxHo obecrieunBaTh
MOCJIEIOBATEILHOCTh M COTJIACOBAaHHOCTH B
JNEHCTBUSX MEIUIMHCKON KOMaHBI, a TaKKe
3apaHee 00CYXX/IaTh C POAUTEIISIMU BO3MOKHBIE
SMOIMOHAJIbHBIE u MICUXOJIOTHYECKUE
TPYIHOCTH, TIpeaJiarasi COOTBETCTBYIOIIYIO
noanepxky [37]. Takoil mnOAX0A MOMOXKET
CHU3HUTH CTPECC POJUTENEH, YIY4IIUTh HUX
BOBJICYEHHOCTh B TMPOIECC JICYEHUS U
MTOBBICUTH O0IIIee Ka4eCTBO yX0/1a 32 PeOCHKOM
[37,38]. Uccnenosanue Di Pede C. BwisBmIIO,
YTO KJIFOUEBBIMU aCTIEKTAMH YXOJia 3a IETbMH C
CMA1 B TepMuHaIBHOW CTaIuu 3a00JI€BaHUS
SBJSIIOTCS ~ CUMIITOMAaTUYeCKasi Tepamus |
OKa3aHHE TMCHUXOJIOTMYECKON TMOICPKKH HUX
cembsiM [39]. Amamm3 Boursange S. mokasain,
YTO POJUTENU CTPEMWIUCHh CIIACTH >KU3Hb
pebeHka 10001 IEHOW, MCHBITHIBAIN CTpax
nepei MaUIMATUBHOM MOMOIIBI0 U KOHLIOM
KU3HH, BBICOKO IIEHUJIN YBEPEHHOCTh Bpadyei U

BOBJICKaTb POJUTENICH B IPOLIECC JICYCHHUS U
IIPUHATUS PELICHUN, a TaK)KE Pa3bsCHATH BCE
9Talbl U ACHEKThI Tepauu, 4ToO0Obl YMEHBUIUTh
UX OSMOLHMOHAIBHBIM CTPECC M IIOBBICUTH
OCBEIOMJIEHHOCTb O BO3MOXKHBIX CLEHApHUAX

nedenus  [41]. KowmruiekcHas — moMoIlb
naiedtaMm co CMA 1momkHa BKIIIOYATh
HaOJIt0IeHUE u MOJIJICPIKKY 1704

MICUXOCOIMAJIBHOTO OJIaronoyyyus, y4uThlBas
BO3pacT, TOATUIl 3a00jeBaHUs W (HAKTOPHI
neuenus. Takasi MOMOIIb JJOJDKHA OXBAaThIBATh

COIIMAJIbHOE W  KOTHUTHUBHOE  pa3BUTHE,
Ka4yecTBO JKU3HU H SMOIMOHAJIbHEIE
notpebHoctu cempu [42,43].

Oobcyxxaenne. PaccmoTpenHbie

Hy6JII/IKaIII/II/I IIOKa3bIBAKOT, YTO KJIMHHUYCCKUC
BO3MOXHOCTH PAHHCI'O BBIABJICHHA U JICUCHHA

CMA HE BCEr1a COIIPOBOXKAAKOTCS
CBOEBPEMEHHBIM  JOCTYIIOM [AlHUEHTOB K
CIIELIMATM3UPOBAHHOMN TTOMOIILIH.
JlmarHoctuueckue 3aJepKKH, OTrpaHUUYEHUS
(buHAHCUPOBAHUS u HEJI0CTaTOYHAas
MH()OPMHUPOBAHHOCTH MEIUILIUHCKUX

pabOTHUKOB YCWJIMBAIOT HArpy3Ky Ha CEMbH.
Ilony4yeHHble #3 pasHBIX CTpaH OLIEHKHU
CTOMMOCTH JICYEHUS MW OpPraHU3alMOHHBIX

pe3yabTaTOB  3aBUCAT  OT  CTPYKTYpHI
MEIUIIMHCKOW MOMOIIH, I03TOMY TpeOyroT
OCTOPO’XKHOCTH IIpU HEpPEeHOCcEe B  Apyrue
yCIIOBUSI. Bomnpocst MICHXOJIOTUIECKOM

MOJICP>KKH U YUacCTHsI pOJUTENEH B IPUHATUN
pelIeHni crneayeT paccMaTpuBaTh Hapsay ¢

MEIULIMHCKUMU acreKTaMH BEJICHUS
MaIMEHTOB.
BoiBoabl. CrnuHaibHO-MBIIIEYHast aTtpodus

(CMA) sBnsieTcss 3HAUMMOW TEHETUYECKOU M
MEMKO-COIMAIbHOM mpo0iaemMoi, Tpedyromieit
KOMIUICKCHOTO ~ TOJXO0JIa K JIMarHOCTHKE,
JIEYCHUI0 U mojaepxkke cemed. IIporpammsl
CKPUHHUHTAa HOBOPOXKICHHBIX JIOKA3aJld CBOIO
3¢ (eKTHBHOCTh, obecreunBas BO3MOXKHOCTh
paHHETO BBIABICHHUS 3a00JICBaHHMS W Hadaya
TEpamud 10 TOSBICHUS CUMIOTOMOB, YTO
yaydmiaer KiuHuueckue ucxonpl. OnHako
OXBaT TAKUMU TMPOTPaAMMaMH OCTACTCS HU3KUM
B OONBIIMHCTBE CTpaH, a HEAOCTaTOYHAas
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MOJArOTOBKA  Bpadei K  HHTEpIpETAIMH pe3yabTaTam CKPHHUHTA. Pacmmpenue

pe3yﬂBTaTOB CKpI/IHI/IHFa HpI/IBOI[I/IT K HpOFpaMM paHHeﬁ OIUArHOCTUKHN MU CO3aHUC

3aJlep’)KKaM B MOCTAHOBKE JMarHo3a M Haydaje
JICUCHHUSL.

@dunHaHcoBble Oapbepbl, BBICOKAs CTOUMOCTH
WHHOBAIlMOHHBIX ~ METOJIOB  JICUYCHHS U
o0opynoBaHusi, a TakXKe HeJAOCTaTOYHAas
OCBEZIOMJICHHOCTh Bpaueil NEPBUYHOTO 3BEHA
yCyryOJISIOT npoOiemy. Pazpabotka
JITOPUTMOB ISl ONITUMH3AINH JUATHOCTHKH U
MapuIpyTU3allid  TalHeHTOB, CO3/aHHE
CTIEIMATM3UPOBAHHBIX [IEHTPOB ISt
peabunuTanuu u MICUXOCOLIUATbHON
MOJIICPIKKH, a TaKXKe BHEJpEHHE
00pa3oBaTeNbHBIX nporpamm TUTST
MEIUITTHCKIX pabOTHHUKOB SIBIISTFOTCSI
Ba)KHBIMU HAIPABJICHUSMHU.

Heo6xoauMo akTHBHO BOBJIEKATh POJUTEIICH B
MpoLecc JiedeHust, obecrnednBas X JOCTYIMHON

YCIOBUHM MAJIi JAOCTYNHOIO JICYECHUS MOMOTYT
CHU3UTHL  obOmee  Opems  3a0orneBaHUS,
yIAYULIIUTh Ka4eCTBO XU3HU MAIUEHTOB U UX
ceMed, a Takke NOBBICUTh 3((HEKTUBHOCTH
CUCTEMBI 3[]paBOOXPAHECHHUS.

3akJ/iloueHue. CnuHaIbHO-MBIIICYHAs
atpopuss (CMA)  ocraercss  3HAYUMOM
MEIULIMHCKOW W COLMAIbHON MpoOIeMoii,
TpeOyromiel KOMIUIEKCHOTO Mmoaxona. PaHuss
JMAarHOCTHKA 4Yepe3 paclIMpeHHe IporpaMm
CKPUHUHTA, ycTpaHeHHE (buHAHCOBBIX
OapbepoB,  BHEApEeHHE  00pa30BaTEIbHBIX
WHUIMATUB JUIs Bpaued u obecrneueHue
IICUXOCOLIMAJIBHON  IOAJEPKKH  CEeMEeH —
KJIFOUEBbIE HANPABIICHUSI COBEPILIEHCTBOBAHUS
CHCTEMBI 3[JpaBOOXpaHeHHs. Peamuzamnus 3Tix
MEep TMO3BOJHUT TMOBBICHUTH JIOCTYIHOCTH U

u  ToiaHOM  mHpOpMamumed, a - TaKke 3¢ GEKTUBHOCTD JICUCHUS, YITYUIITUTh KAa4eCTBO
NpPEOCTABIATh  CUCTEMHYIO  MOJICPIKKY, KM3HM TAIMEHTOB M WX CEMCH, a TakKe
BKJIfOYass TMOMOINb B  HABHTalUUd IO COKpaTuTh o0IIee Opemst 3a00IeBaHMS.
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Kondauktr uHTEepecoB. ABTOpPBl 3agBIAIOT 00 OTCYTCTBUM KOHQIMKTa HHTEPECOB,
CBSI3aHHOTO C TIOJIFTOTOBKOW M ITyOJIMKAITMEN HACTOSIICH CTaThH.

®unancupoBaHue. VccienoBanue BHIOTHEHO 0€3 BHEITHETO (PHHAHCUPOBAHMUS.

OpUTrHHAJIBHOCTH U MPEACTABIEHHE PYKONMUCH. ABTOPHI 3asBJISIFOT, YTO PYKOITUCh PaHee HE
MyOIMKOBaAIaCh U HE HAXOJUTCS HA PACCMOTPEHHH B IPYTOM U3JIaHUU.

Bxkuan aBtopoB. beiicenbaeBa I'.I. - KoHmentyamusamus, HCCIEIOBaHWE, MOATOTOBKA
MepBOHAYAILHOTO TeKCTa; PhickynoBa A.P. - MeTo010THA, HAYyYHOE PYKOBOJICTBO, PELIEH3UPOBAHUE
n pemaktupoBanue; MzbacapoBa A.lll. - wmcciemoBanue, aHanM3 OMYOJMKOBAHHBIX JTAHHBIX,
perieH3upoBaHue u penaktupoBanue; HypneibaeBa [.A. - cucremaruzamusi MaTepHaloB,
BU3yasn3amus U penaktupoBanue; XKXymanumoBa A.H. - uccriemoBanue, cOOp U CHCTEMaTU3AIMS
JIUTEpaTypPHBIX JAHHBIX, TOJATOTOBKA MEPBOHAYAIBHOTO TEKCTa. Bce aBTOPHI TOIKHBI MOATBEPAUTH
yKa3aHHBIE POJIH M YTBEPAUTH OKOHYATEIbHYIO PEAAKIIUIO PYKOIHCH.
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0ailIaHBICTHI MYJIIENIEP KAKTHIFBICBIHBIH KOK €KeHIH MOJIIMICH/II.

Kap:xbl1anabipy. 3epTrey ChIPTKbI KapKblJIaHIBIPYChI3 KYPIi3iii.

Konmxa3z0aHblH TYNHYCKAJBIFBI JKOHE YCBIHBLIYBI. ABTOpJap KoJKa30aHbIH OYpbIH
KapusulaHOAaFraHbIH JKOHE Kazipri yakbITTa Oacka OachUIbIMIa KapacTBIPBUIBIN KaTHaFaHbIH
MOJIIMIAEHI.
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