CnuHanbHaa mbilleyHaa aTpodusa:
KOMMJIEKCHbIW NoAxo[ K 3a60/ieBaHUIo

B nocnegHue rofbl paclumpnincb BO3MOXHOCTU PaHHEN KIIMHUYECKON ANarHOCTUKK, MOJIEKY-
JIAPHO-reHETUYECKOIro TeCTMPOBAaHUS, MOSABUIINCHL 3PPEKTUBHbBIE CMIOCOBLI JIEYEHHNS, a TaKXKe
MOHUMaHWE Ba)KHOCTU OKa3aHMs neanmaTpmn4ecKon rnomMoLym eTaM CO CrIMHaIbHOM MbILLEYHOMU

atpopuren.

epBbln poknan «AupoepeHynansHas AMarHOCTUKa

CMA: KaK 3anogo3puTb?» npeactaBuia Bpaqy-HeBPOIOr
10.0. ManuHa. B Hem 6bina ocBelleHa MHbGOPMaLUUs O TOM,
YTO NPOKCMManbHas crMHanbHas MblleyHas atpobusa 5q —
3TO TAXesloe ayTOCOMHO-peLeCCMBHOE HEPBHO-MbIWEYHOE
3ab6o0neBaHne, xapaKTepuayloweecs MNPOrpeccUpytoLLin-
MU CMMNTOMamMu BAMOrO napanuMya W Mbllle4Hon aTtpobum
BCNeACTBUE AereHepaLnm a-MOTOHENPOHA NepesHUX POroB
CMUHHOIO MO3ra, NPU 3TOM KOTHUTUBHbIE GYHKLUK U UHTEN-
JIEKT OCTaloTCA COXpaHHbIMKU. 3aboneBaHUe Bbi3blBAeTCA
rOMO3UrOTHbIMU MyTaLUAMU FreHa BbIXXMBAEMOCTU MOTOPHO-
ro HerpoHa 1 (SMN1), u anarHoCTUYEeCKMI TECT IEMOHCTPU-
pyeT y 60MblUMHCTBA NALMEHTOB FOMO3WUIOTHYIO Aeneuuio
7 3Kk30Ha reHa SMN1. PacnpocTpaHeHHOCTb 3aboneBaHus
cocTtaBnsieT 1 Ha 6000-10 000 HoBOpPOXAEHHbIX. M0 AaH-
HbIM PIBHY «MeauKo-reHeTUYeCKUM HayyHbIA LeHTP WM.
akagemuKa H.l. boykoBa», YacToTa HOCUTENbCTBA MyTauuu
B reHe SMN1 B Poccun — 1/36 4enosekK.

Begylwinum KnMHuyeckum cumntomom npu CMA aBnsetcs
BA/NbIN TeTpanapes, CUMNTOMOKOMIIEKC «BANIOr0 pebeHKanr.
KnuHuyecKkasa KapTuHa NPpoKCUManbHOM CNUHaNbHON MblLley-
Hon atpodun 5q penutcd Ha 5 Tvnos. B nonynsaumu oauH
M3 camblx YacTo BcTpeyatowwmxcsa Tunos — CMA 1. 31o 3a60-
fieBaHue, KOTopoe HavyuMHaeTcs B MepBble MecCHLbl KWU3HK
W NpOTEKaeT C ABUraTeNbHbIMU U THXKENbIMU AbIXaTelbHbIMU
HapylweHUaMKU. be3 BEHTUNALMOHHOW NOALAEPIKKKU NPU ecTe-
CTBEHHOM Te4YyeHun 3aboneBaHns NPOLOSIKUTENBHOCTb XN3-
HW YacTo He npesblwaeT 2 net. Apyrue Tvnbl: CMA O — Tun,
npu KOTOPOM A€ETH He NPUOBPETAIOT ABUraTe/bHbIX HaBbIKOB,
UMEIOT TSKENbIE AblxaTeNbHble HapylleHns, 6e3 BEHTUNALN-
OHHOWM NOAAEPKKU NPOAOIKUTENBHOCTb U3HU HE MpeBblLla-
eT 6 mec; TMnbl CMA 2, 3, 4 pa3BuBatoTcsa B 60nee nosaHve
CPOKM, KJIMHUYECKasa KapTUHa W THXEeCTb 3aBWUCHAT OT Tuna
3aboneBaHus. OlHa U3 caMbIX CIOXKHbIX 3aJa4 ANs IETCKOro
HeBposiora — 3anofo3puTb Y pebeHKa C MbIlLEeYHOM rMnoTo-
HWeN Tawenylo natonorunio. Cxoxas KavHuYecKas KapTuHa
MOXET HabnogaTbCa NPU APYruxX BPOXKAEHHbLIX NATONOTUAX:
MbILEYHbIX AUCTPODUSAX, NOIMHEBPONATUAX U 3a60N1eBaHUNAX
C Nopa)keHNeM HepPBHO-MbIWEYHOro annapaTta, C KOTOPbIMU
cnepyet auddepeHumpoBatb CMA (ocobeHHO Npu nogo3pe-
HWUKW Ha 6onee nerkne Gopmsl).

CerogHa Ans Bpadven BCex CrneuunanbHOCTEN AOCTYMHa
nporpamma 6ecnnaTHon aguarHocTnku CMA, peanusyemas
npu NOAAEPKKE KOMMNaHUKU «FHCCeH» — noApa3feneHus
dapmaueBTHyecknx ToBapoB 000 «JKOHCOH & [IMOHCOH».
Mporpamma no3BonseT ObICTPO AMArHOCTUpPOBaTb 3ab60-
fnieBaHue y naumMeHToB ¢ cumntomamu CMA, guarHoctuKka
NPOBOAUTCA Ha CyXOM MATHE KPOBW NyTeM onpeaeneHus
aeneumm ak3oHoB 7 1 8 reHa SMN1, aHan13 ocyllecTBnseT-
cs Ha 6a3e PIrBHY «MeanKo-reHeTUYeCKUM HayYHbIn LEeHTP
M. akagemuka H.l. boykosa».

JleKTOp Nnof4YepKHysa BaXXHOCTb CBOEBPEMEHHOW AnarHo-
CTUKMW 1 BPEMEHM Havyana nevyeHns naLmMeHToB: B NnporpaMmme

KJIMHWUYECKMUX UcchnepoBaHui npenapata CnuHpasa (MHH:
HycMHepceH) 6bI10 NoKa3aHo, YTo 3GGdEKTUBHOCTL Npenapar
noBbIlWAETCs Npu 60ee paHHEM Ha3HaAYeHMUM Tepanuu.

Cnefylowmum BbICTYNUA HEBPOJION, FEHETUK, Bpay QyHK-
LMOHaNbHON AnarHocTnkn K.m.H. C.A. Kyp6atoB ¢ poKna-
aom «feHeTnyeckass AuarHOCTUKa CrUHabHOW MbIlLEYHOMN
atpopuun». B goknape 6biM pacCMOTPEHbI BO3MOMXKHOCTH
MefUKOo-reHeTudeckon amarHoctukn CMA 5q. CyuiecTBytoT
nBa noasuaa reHa SMN: SMN1 n SMN2. Hanb6onee BaxKHbIM
ABNSETCA onpeaeneHne Mytaumm M geneuun 7 n 8 aK30HOB
06eunx konun reHa SMN1, Kogupytowmnx MHbopmaLmio o 6en-
Ke, KOTOpbIM OTBe4YaeT 3a MM3HEeCnoCOOHOCTb MOTOPHbIX
HEMPOHOB. PasnunyHble HapyLleHUs B aTUX GparmeHTax BeayT
K M3MEHEHMIO CTPYKTYpbl 6efika U MOryT NpUMBECTU K pas-
BUTUIO CMMHANbLHOW MblleYyHOM aTpoduun. aTonorma reHa
SMN1 BbisiBnsieTcs B 95% cnyyaes. C NOMOLLbiO METOAA CEK-
BEHMPOBaHWA onpeaensitotcs 6onee peaxkue Gopmbl MyTa-
umm reHa. Takxe oueHnBaetca reH SMN2 nytem noacyeta
KONM4yecTBa ero Komnuim, KoTopblM MMeeT 60/blloe 3HaYeHne
N5 NPOrHO3a CTEMEHU TAXKECTU KIIMHUYECKUX NPOSIBJIEHUNA.

lMocne BbIABNEHUA TEHETUYECKUX MyTauun MOXKHO
Aenatb BbIBOAbl O HaIU4YMK NM60 06 OTCYTCTBMU CMMHASb-
HOW MblWeYyHon atpodun. Mpn roMO3UroTHOM TUMNe Hacse-
[I0OBaHWS TeHeTMYeCKne myTauuum onpepenstoTcs B 06enx
XpoMocoMax (Mo 04HOM OT KaxJ0oro poanuTens), HeCyLwmMX rex
CMUHaNbHON MbIlWEYHOM aTpoduK, YTO BedeT K pasBUTUIO
3TON 60ne3Hu. pu reTepo3nroTHOM Tune HacsiedoBaHWUA
MyTaLMs BbIABISAETCS TONbKO Ha OAHOM XPOMOCOME U KITUHU-
YeCKM He nposBnseTcsd 3aboneBaHMEM, HO O3Ha4YaeT HOCH-
TEe/IbCTBO FrEHETUYECKOW MyTaLIMK, YTO B lafIbHENLLEM MOXET
BECTM K pas3BWUTUIO MnaTtonornm y notomctBa. OTcyTcTBME
MyTauuu B 06enx KONusx reHa cBuaeTenbCcTBYeT 06 OTCYT-
CTBMU pPUCKa pPa3BUTUA CMUHANbHOW MblWeYHOW aTpodumn
y o6cnefyemMoro 1 ero notomcTaa.

B noknage BHOBb 6bl/la NOAYEPKHYTaA BaXKHOCTb PaHHen
[IMarHoCcTMKK 3abonieBaHnsl, 0COOGEHHO BbISIBIEHUS CEMEN-
HOro xapakTepa 3abofnieBaHWdA, onpepeneHus MyTauun
y poauTenen Ang nocneaylowero 4eTopoXKAeHUa B AaHHOM
ceMbe. 3aboneBaHne BO3MOXHO BepudHULmMpoBaTtb C MOMO-
LWblO AOCTYMHOW 1 6ecnnaTHON MONEKYNSPHO-TEHETUYECKON
ANarHoCTUKMW.

Bpay-neaunatp T.B. OcTaneHKo npeacTaBuna ele oauH
noknag («Posnb neaguatpa B BeAeHuu naumeHTta, co CMA»),
KOTOpPbIN 6Gbl1 NOCBSILLIEH aKTyalbHbIM BOMpocaM neavatpu-
YEeCKOM NMOMOLM TakuM AeTaM. 3a4acTylo neamvatp nepsbimM
BUAMWT HApyLLEHWA Yy NauueHTa, M UMEeHHO neamMaTtp NpuH1Uma-
€T pelleHne 0 Heo6X0AMMOCTU HanpaBNEeHNS Ha KOHCYNbTa-
umto K HeBponory. Korga peyb naget o CMA, KpaliHe BaXHO
HayaTb Tepanuio Kak MOXHoO ckopee. CerogHs Bpay-negunatp
MOXET caM 3anofo3puTb U CaMOCTOATENIbHO OTMNpaBUTb
KPOBb MauMWeHTa Ha 6ecnnaTtHoe MONEKyNspHO-reHeTu4e-
CKOe nccneaoBaHue ANng BbiaBAeHUSA natonorum reHa SMN1.
B cBA3M Cc BbICOKOW pacnpocTpaHeHHocTbio CMA naTtonoruio
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SHORT REPORTS

KPATKUE COOBLUEHUSA

cneayeT NoAo3peBaTh BO BCEX CyHasAX TAXKENON MblLIEYHOM

TMNOTOHUN y AETEN.

JlekTOp Nnog4YepKHyna Ba*KHOCTb BaKLMHOMPOPUIAKTUKM
3ab6oneBaHUI y IeTEN CO CMMHANbHOM MbILLEYHOM aTpoOPUEN.
[aHHaa KoropTa nauMeHToB MNOABEPIKEHA BbICOKOMY PUCKY
pa3BUTUSA MHDEKLMOHHBIX 3a60eBaHWI, YTO BNOCAELCTBUM
MOXET YCUNWUTb TEeYEeHWe MPOorpeccupylollen AbixaTesbHON
HegocTaTo4yHOCTU. CMA — 3TO reHeTUYeCKM AEeTEPMMHM-
poBaHHOe 3abofieBaHue, U NPUBUBKK HE BAMSIOT Ha reHbl,
NO3TOMY BaKLMHMPOBATb TakUX LEeTel He NPOCTO MOXHO,
a 0653aTeNlbHO HYXKHO.

Oco6eHHOoCTM BaKLUMHaLMK aeten co CMA:
°® [eTu C HOpMasbHbIM WUMMYHUTETOM BaKLMHUPYOTCH

no KaneHgapio;

° [eTu C Npu3HaKaMu UMMYHOAEDULMUTHOIrO COCTOAHUS
BaKLMHUPYIOTCS TONIbKO MHAKTUBMPOBAHHbIMU BaKLMHa-
MM, NOKa3aHa JononHWUTeNbHaa BaKuMHaLmMs OT rpunna
M NHEBMOKOKKa (0CO6EHHO NPW NaToN0rMKn AbixaTeNbHON
CUCTEMDI);

° BaKUMHMPOBATb MOXHO B Nt06GOM BO3PacCTE;

° [OKa3aHa [OoNoNHUTEeNbHAaa BaKuMHaUMUeA, KoTopas
He BXOAWUT B HaLMOHa/bHbIM KaneHjapb (OT BETPSHOM
OoCrbl, MEHUHFOKOKKOBOW UHDEKLIMKN U AP).

Y petert co CMA moxeT HabnoaaTbCs 3adepyKa npo-
pe3biBaHna 3y60B, KoTopas BefeT K HapyweHuto GyHKLMK

YEeBaHUS, rMoTaHUs, AblXaHUS, peyeBon GYHKLUKU U 3aBUCUT
oT GopMbl ¥ TecTn 3aboneBaHus. BarKHO OTCnexuBaTb
CPOKM Npope3biBaHUsA 3y60B Yy 3TUX AeTeN U CBOEBPEMEH-
HO HanpaBNaTb pebeHKa Ha KOHCynbTalMo K cTomMaTonory
W 3HAOKPUHONOTY.

TaKyKe Ba)HO y4nTbiBaTb YpOBEHb BUTaMUHa Dy aeten
co CMA, KoTopbin perynupyeTr metabonu3m KalbLUus
n docchopa B opraHnuamMe, CTUMYIMpPYs NpoLLecChbl BCacChl-
BaHWSA M YCBOEHUSA MX U3 MULLKM B KMWeYHUKe. [pun Hepo-
CTAaTOYHOCTM BMUTamMmHa D BO3HWKAET HapylleHWe I3TUX
npoLEeCcCcoB, YTO NPUBOANT K OCTEONOPO3Y U APYIUM TsxKe-
JIbIM NaTONOrMAM U MOXKET yCyrybuTb Te4eHne OCHOBHOIO
3aboneBaHusa. 1o aToM XKe npuyinHe nauueHTol co CMA
MOTyT OblTb 60/51€e ysI3BMMbl MO PUCKY rocnutanuMaauuu
M NneTanbHOro ncxoaa, ecnn 3aboneBaloT HOBOW KOPOHa-
BUPYCHOMN MHPEKLMNEN.

MeanaTp urpaeT BaKHYI PO/b B XW3HW NauMeHTa co
CMA, npoxoast ¢ pe6beHKOM MyTb OT MOMEHTaA MOCTAaHOBKMU
[narHo3a A0 coBepllieHHoNneTus. NosaBneHMe naTtoreHeTu-
yeckon Tepanun CMA OKa3blBaeT CylleCTBEHHOE BWUAHWE
Ha NPOAOC/IKMTENBHOCTb M KA4yeCTBO XM3HW MaLWeHTOB CO
CMA, oaHaKO TO/IbKO KOMMJIEKCHbIM MoAaxoA K 3aboseBa-
HWI0, BKlOYatOWMIM B cebs M NaTOreHeTUYECKyo Tepanuio,
N MYIbTUANCLUUNIMHAPHbBIA NOAXOA K NaLMEeHTY, CNoco6CTBY-
€T [JOCTUKEHWMIO NYYLINX PE3YNbTaTOB NIeYeHus.

HoBoe nokoneHue
AMUWUHOKMUCNIOTHbLIX CMeceu C CUHOUMOTUKaAMHU

[IMTaHne urpaet KAKYEBYIO POJIb B (POPMUPOBAHUN KULLIEYHON MUKPOOUOTHLI pebEHKA.
Co3aaH MHHOBALIOHHbIA MPOAYKT I€4EOGHOIro NUTaHWs 415 JETEN C MULLEBOH aiiepruen.

P aHHee JeTCTBO — KPUTUYECKUM nepunog ans Gopmupo-
BaHWS MMKPOGWOTbI KMLLIEYHMKA M CO3PEBAHNS MMMYH-
HOM cUCTEMbI pebeHKa, Belb UMEHHO B KULIEYHWKE codep-
*utes 4o 80% UMMYHOKOMMNETEHTHbIX KNeTOK. MUKpobuoTa
KUIWEYHMKa (KaK AMHaMM4YyecKoe coobLecTBO MWKPOOOB)
M UMMYHHas CUCTEMa HaxoAATCSH B MOCTOSAHHOM KOMMYHM-
Kauuu, noaaepuneas B opraHMaMe MMMYHHbIA rOMeocTas.
OuncbanaHc KWWEYHON MUKPOOWMOTbI MOXET OOYCNOB/U-
BaTb MMMYHHbI€ HapyLlWeHUs, onocpefoBaHHble T-KneTkamu
(annepruyeckue peakumm, nHdekumm). CyliecTByeT pag dak-
TOPOB, KOTOPbIE BAUSAIOT HA MUKPOGMOTY U OCOGEHHO BaX-
Hbl B paHHeM Bo3pacTe: cnoco6 poaopaspelleHus, Npuem
aHTMOGUOTMKOB, BHELUHWE 3KONOrM4yeckrMe daKTopbl, NuTa-
HUe. BbigBneHo, 4To abeppaHTHas KulleyHas MUKpobuoTa
y OeTen accouumMpoBaHa C HalMiMeM MULLEBON anfnepruu
(Habnogaetcs 4edULMUT «NoNe3HbIX» BaKTePUM U POCT YCNIOB-
HO-MaToreHHoOn MWKPOGWOTLI y AeTen ¢ annepruen). Tak,
B UCCefoBaHMAX 6bI10 0GHAPYIKEHO, YTO Y AeTEN C annepru-
en K 6eKy KopoBbero mosioka (ABKM) oTMevaeTcs CHuxe-
HWe KonmyecTBa 6udnaobakTepui, B OTAnYME OT 340POBbIX
neten. NoatoMy AN HUX BaXKHO MUTaHWe (FPyaHOE MOMOKO
nnu neyebHasa cMecb), KoTopoe 6yaeT cnocob6CcTBOBaTbL NOA-
[EPXKaHMIO MpaBUIbHOrO 6anaHca MUKPOOGHOro Mnensarka
M YCKOPUT pa3BUTUE MULLEBOIN TOIEPAHTHOCTM.

M3BECTHO, 4YTO Ha CKOPOCTb Pa3BWUTUS TOEPAHTHOCTU
K 6e/lKy KOpOBbEero MoJfioKa BAMSIET TUM anjiepruyeckoro

npouecca y pebeHKka. o4yt Bce getn c He-IgE-nuweBown
anneprner K 6enkaM KOpPOBbero MoJiIoKa MNPUMEPHO
K 12—-24 MecC }W3HU pa3BUBaloT TOIEPAHTHOCTb K AaHHOMY
annepreHy. MNpu IgE-onocpeoBaHHON MULLEBON anneprum
3aboneBaHne MMeeT 6osee YyrNnopHoe W NepcucTupylollee
TeYyeHue, NPOXOAUT 3HAYUTENLHO MO3XKE U He Yy BCeX AeTen.
Bbicokui ypoBeHb cneuunduyeckux IgE B KpoBM nnun 6onee
BblpaXeHHasa peakums Nnpu NpoBeAeHUn NpuK-Tecta — dak-
TOpbI, CBUAETENLCTBYOWME O 60/ee ASIMTENbHOM U TAKENOM
TeYeHun anneprun y pebeHka.

Y70 )Ke TaKkoe CUHOUOTUKM 1 NOYEMY UMEHHO OHM, HANpPK-
Mep, UCMoJib30BaHbl BHOBOM cMecH «Nutrilon AMMHOKKUCOTHI
SYNEO» oT KomnaHuu «HyTpuums»? CUHOMOTUKKM npea-
CTaBNAT COO0M KOMOMHALMIO NPebUoTUYecKnx daKkTopoB
M NPO6UOTUYECKUX BaKTepui. [pebrnoTuiecKne KOMMNOHEH-
Tbl CMECH NpejcTaB/ieHbl KOPOTKO- U AJIMHHOLLENOYEYHbIMK
dpyKToonurocaxapmaamu (scFOS/IcFOS), npubnmKeHHbIMK
Nno KO/JMYECTBY M MO COCTaBy K NpebuoTUKaMm IpygHOro
MOJIOKa EHUMHbl. [laBHO M3BECTHO, YTO MMEHHO OGUPHU-
[o6aKTepun NPUCYTCTBYIOT B TPYAHOM MOJIOKE MaTepw
M NEepPBbIMU KONOHMU3UPYIOT KUIIEYHUK pebeHKa. [oaTomy
B Ka4yecTBe MPo6MOTUHECKOro KOMMOHEeHTa CMEeCU Y4YeHbl-
MK 6bin Bbi6paH wTamm Bifidobacterium breve M-16V.
OCO6EHHOCTb AA@HHOrO WTaMma B TOM, 4TO OH MPOM3BO-
OWUTCS NO YHWKasIbHOW 6e3MONOYHON TEXHONIOTUU, WUCKIIO-
yallwen KOHTaKT C MOMIOYHbIM OENKOM, WU HE COAEPHKUT



