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OPUIMMHAJIBHOE NCCJIEQOBAHNE | MEOVILNMHCKAA TEHETUKA

OETEKLUUA PA3JTMHHbBIX ®OPM MNOTEPU '’EHA SMN1 C NOMOLLbIO HABOPA /14 MNLUP-PB

B. [. Hagapos', K. K. Yepebunno'™4, C. B. flanvH', [. B. Cupoperko', E. A. LesatkuHa’, A. K. MycoHosa', T. B. MeTposa?, A. V. Hvkudoposa?,
A. B. VlBaHoBa?

" Mepsbii CaHKT-MNeTepbyprekuii rocyaapCTBEHHbBIN MEAVUMHCKMIA YHUBEpPCUTET UMeHn W. T1. MNaBnoBa MuHMUCTEPCTBa 3apaBooxpaHeHmnst Poccuiickoin defepaumm,
CankT-Tetepbypr, Poccus

2000 «[dHK-TexHonorus», Mockea, Poccus

[MpokcrmansHas cnmHasnbHasa MbledHas atpodus 5q (5q-CMA) — ayTOCOMHO-PeLECCUMBHOE HEPBHO-MbILLEYHOE 3ab0NeBaHne, XxapakTepuaytoLLeecst NoTepen
[ABUraTesibHbIX HEMPOHOB B NepefHnx porax criviHoro mMoara. C 2023 r. CMA BKto4eHa B 06513aTeNbHbIN HeOHATaNbHbIN CKPUHUHT Ha TeppuTopuin Poccuiickoi
Ddepepaumn. HeoHaTanbHbI CKPUHMHIOBLI TeCT Ha 50-CMA [omkeH BbISBNSTb BCE TWMbl FOMO3UroTHOM notepu reHa SMNT. Llensto nccneposaHvs Obina
CpaBHUTENbHASH OLiEHKa BO3MOXHOCTI OMpeaeneHmns roMo3mroTHoOM notepun ak3oHa 7 reHa SMN1 ¢ nomoLpto Tecta Ha ocHose [LP-PB ¢ metogom MLPA y
nauyeHToB ¢ 5g-CMA, a Takke ¢ pasnndHbIMU U3MeHeHUaMI Yicna konuii reHa SMNT. C nomolbio Habopa 6biio npoaHanmavposaHo 206 obpasyos HK
(rpynna 1), BblAENEHHbIX U OYULLIEHHBIX 13 LenbHOM kposK, 1 135 obpasuos AHK (rpynna 2), BblAENeHHbIX U OYULLIEHHBIX 13 CyXuX MATEH KPOBW, C U3BECTHLIM
KonuyectBoM konuii reHoB SMNT n SMN2. Konndectso konuin reHoB SMNT n SMN2 onpegensnu metogoMm MLPA, KoTopblin 6bin BbiIOpaH B Ka4ecTse
pebepeHcHoro Metofa. NMokadaHo, 4To Habop OBHapPy>KVBaET FOMO3UIOTHYIO NoTepto reHa SMNT Bo BCex obpasLiax, Y KOTOPbIX MOATBEPXKAEHA rOMO3UrOTHas
noteps reHa SMNT ¢ nomoteto MLPA (rpynna 1: n = 67; 33%; rpynna 2: n = 19; 14%). B 10 ke Bpems BO Bcex obpasuax ¢ 1-3 konmamum reHa SMNT pesynstatsl
Habopa 6binn oTpurLaTenbHbIMU (Fpynna 1:n = 139; 67%; rpynna 2: n = 116; 86%). Habop AEMOHCTPMPYET BbICOKYHO 3thEKTUBHOCTL 1 MO3BONAET OOHAPY>KBATb
BCE BO3MOXXHbIE MOSEKYNSIPHbIE (hOPMbI FOMO3UroTHOM NoTepu reHa SMIN'T kak B o6pasuax [JAHK, BblaeneHHbIX 13 LenbHOM KPOBY, Tak U 13 CyXNX NATEH KPOBW.

Knio4yeBble cnoBa: cnvHasnbHas MblledHas atpodus, reH SMINT, HeoHaTanbHbIi CKpUHKHK, MNLP-PB
®duHaHcupoBaHue: Bce Habopb! MNLP-aeTekLMn B pexxnmMe peanbHoro BpemeHin bbinv npegocTtasneHbl komnanmein OO0 «AHK-TexHonorus».

Bknap aBtopos: B. [. Hazapos, C. B. JlanuH — koHuenuust; . B. Cupgoperko, E. A. HessitkuHa, A. K. MycoHoBa — uccneposaHue; T. B. MNeTposa,
A. V. Hukndoposa, A. B. VBaHosa — meToponorus; B. [1. Hazapos, K. K. HYepebunno — HanvcaHne 1 NofgrotoBka opurHanbHoro npoekTa; K. K. Yepebunno,
C. B. lanuH, T. B. MeTpo.a, A. V. Hikndoposa, A. B. iBaHOBa — HanvcaHwme, peLeH3vpoBaHne 1 pefakTmpoBaHme.

CobniofeHne 3TM4ecKnx CTaHAapToB: 1CCnefoBaHne 0fo6peHo aTUHeCKUM KomuteToM Mepsoro CaHkT-INeTepOyprckoro rocyaapcTBEHHOrO MeaVLIMHCKOrO
yHuBepcuTteTa um. W. . Masnosa (MpoTtokon Ne 274 oT 26 noHa 2023 1.); TpOBEAEHO C COOMOAEHEM MPUHLIMMOB XeNbCUHKCKOM Aeknapauym 1975 r. MNincemMeHHoe
MHPOPMUPOBaHHOE cornacue BbIno MOyYeHO OT BCEX YHACTHUKOB UM X POAUTENEN.
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DETECTION OF SMN1LOSS WITH PCR-BASED SCREENING TEST
Nazarov VD', Cherebillo CC'™2, Lapin SV, Sidorenko DV', Devyatkina YA!, Musonova AC', Petrova TV, Nikiforova A2, lvanova AV?
' Federal State Budgetary Educational Institution of Higher Education Academician I.P. Pavlov First St. Petersburg State Medical University of the Ministry of Healthcare

of Russian Federation, St. Petersburg, Russia
2 DNA-Technology LLC, Moscow, Russia

Spinal muscular atrophy (SMA) is an inherited neuromuscular disease characterized by progressive skeletal muscular weakness and atrophy. The newborn screening
for spinal muscular atrophy should define all molecular forms of SMA. The aim of this study is to compare a PCR-based test for detection of homozygous SMN1
loss with multiple ligation probe amplification (MPLA) in patients with spinal muscular atrophy and other numerical changes of the SMN7 gene. PCR-based test
was used to detect exon 7 of SMIN'T gene homozygous loss. The study included 341 samples of patients with clinical suspicion of SMA from Biobank of Centre
of Molecular Medicine of Pavlov State Medical University (Saint-Petersburg, Russia). Group 1 included 206 whole blood samples and Group 2 included 135 dried
blood spot (DBS) samples. Copy number of the SMN7T and SMNZ2 genes had been evaluated with MLPA as a reference method. The results showed that kit was
able to detect homozygous SMN1 loss in all samples from group 1 and 2 (Group 1: n = 67; 33%; Group 2: n = 19; 14%). At the same time in all samples with 1-3
copies of the SMIN1 gene, the results of the kit were negative for homozygous loss of SMNT gene (Group 1: n = 139; 67%; Group 2: n = 116; 86%). Kit showed
high effectiveness in the detection of homozygous loss SMN7 gene. The kit detects all possible molecular forms of homozygous SMNT gene loss in both DNA
samples extracted from the whole blood and DBS.

Keywords: Spinal muscular atrophy, SMN7 gene, newborn screening, real-time PCR
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[MpokcumanbHas CnvHambHas MbilledHaa aTpodus  5q
(59-CMA) — 0HO 13 caMbix PacnPOCTPaHEHHbIX ayTOCOMHO-
PELECCUBHBIX HEPBHO-MbILLEYHbIX 3aboneBaHuin y OeTen,
KOTOPOE XapakTepuU3yeTcs yTpaTon ABUraTefbHbIX HENPOHOB
B MepefHnx porax ChAWMHHOrO MO3ra, 4YTO MNPUBOAUT K
MPOrpPeCcCUpyoLLEMY MOPaXKEHMIO MPOKCUMAasbHBIX OTAENO0B
CKENETHOW MyCKynaTypbl. JTnonorvg 3abonesaHns cBA3aHa
c abeppaums My reHa BbPKMBAEMOCTU MOTOHenpoHoB SMNT
(ot aHrn. survival motor neuron 1 gene), NOKaIM30BaHHOIO B
5q13-perroHe 5-1 XpoMocoMbl. BcTpevaemMocTb 3abonesaHns
COCTaBnsAeT oamH cnyyarn Ha 6000-10 000 HOBOPOXKAEHHbIX [1].
BeicTpas n HeobpaTtmasn noTeps ABUraTebHbIX HEMPOHOB NPV
TsKenbix dpopmax 5g-CMA HauMHaeTCcst B TeHeHre nepBbix 3
MeCSLEB »XUM3HU [2]. OTNoXKeHHas MONEKYIAPHO-reHeTUHeCKas
onarHoctuka 5g-CMA mpuBOOUT K HECBOEBPEMEHHOMY
JIEYEHUIO 1 MOBbLILLEHHOMY PUCKY TSXKENO0N NHBANMMAM3aLMn
naumeHTa.

B 95% cnydaeB 59-CMA BO3HMKaeT B peayasrate
rOMO3UroTHOM noteput reHa SMNT 1 MoCnenytoLLEro CHYDKEHSE
CnHTe3a 6enka BbPKMBAEMOCTM MOTOHENPOHOB. OcTaBLUMeCs
cryYam 3ab0neBaHns MPUXOAATCS HA KOMMAyHA-reTepo3nroThl,
korga notepsa reHa SMN7 Ha ogHOM annene co4eTaeTcs ¢
ToYeYHbIMK MyTaumsamu reHa SMNT gpyroro annens [3]. K
HACTOSLLLEMY BPEMEHN ClMHANbHAsA MbllledHas aTpodus y
KOMMayHA-reTepo3uroT He AMarHOCTUMPYETCHA HU B OOHOW
HeoHaTanbHOW NporpamMme Mmupa [4]. PacnpocTpaHeHHOCTb
HOCUTENbCTBA rEeTepo3nroTHon notepu reHa SMNT B
poccuinckon nonyaauum coctaenset 1 @ 36 [5]. MNMomumo
BbILLIENMEPEYNCIIEHHBIX abeppaLnii, HacTo B 06LLEN NOMyIALIMn
BCTpe4vaeTcs aynvkaums reHa SMNT, ogHako AaHHbI reHoTVN
He npmBoauT K 5g-CMA [1]. Beicokas yacTtoTa BCTpe4aeMocTu
n3meHeHnss konmnHoct SMNT obycnoBneHa reHeTUHecKom
HECTabUNbHOCTBIO AAHHOrO PernoHa BCNEeACTBME HanM4ns
VMHBEPTUPOBAHHOW MOCAe00BaTENBHOCTN PYHKUMOHABHbBIX
reHoB SMIN1, SERF1A, NAIR GTF2H2A v COOTBETCTBYHOLLMX
VM LIEHTPOMepPHbIX konun SMN2, SERF1B, NAIPAS, GTF2H2B
[1]. Tomonor reHa SMN1, reH SMIN2, Toxe COCTOUT U3 AEBATA
9K30HOB U KOOMPYET 6EM0K BbPKMBAEMOCTN MOTOHEPOHOB.
[eHbl pasauyalTCca Mexay Co60oM Mo MATU HyKNeoTuAaMm
B AvanasoHe C 6-ro MHTpoHa A0 8-ro 3ak3oHa. OgHako
K/KoYeBasa 3ameHa LUMTO3MHA Ha TUMUH B 7-M 9K30HE reHa
SMN2 (c.840C > T) mpBOANT K pPa3pbIBy canTa CBA3bIBAHMIS
C 9K30HHbIM BHXAHCEPOM CriancuHra n obpasoBaHWto
carTa CBA3bIBaHVSA C 9K30HHbIM CalnieHcepoM. B pesynsraTte
BbILLIEYKA3aHHbIX N3MEHEHUI MPOUCXOOUT WCKITKOYEHWE 7-ro
9k30Ha y 90% TpaHckpunToB SMN2, a CUHTE3NPOBaHHbIN
6enok SMNA7 cTaHOBUTCA (DYHKLMOHAIBHO HEMOMHOLEHHBIM
N HecTabuibHbIM, 4TO K O6YyCNnoBMMBaET €ero ObICTPYHO
nerpagaumio youKBUTUH-NpoTeacoMHom cuctemont [1]. Ctout
OTMETUTb, YTO OCHOBHBIM NCTOYHNKOM Benka BbhKMBAaEMOCTU
MOTOHENPOHOB aABAseTca reH SMNT, a reH SMN2 cnyxnt
MoaMdUKaTOPOM TeveHns 3aboneaHns 5g-CMA Bcrneactare
coxpaHeHns 10% HeusMeHeHHbIX TpaHckpunTtos SMN2
1N yBENMYEHUA Ymncna komui reHa SMN2 [6]. PasnuuatoT
HECKONBbKO KnHuYecknx dopmMm 5g-CMA. CMA Tuna 0O
XapaKTepusytoT oTcyTcTBME reHa SMINT 1 Hanmdme OpHOM
konun reHa SMN2. Kak npasuno, gaHHast hopmMa NprBOANUT K
neboTy 3a6oneBanHva BO BHYTPUYTPOOHOM neprode. boneaHb
Beparura—-Tothdpmana (CMA Trna l) passuBaeTcs y naumeHToB
B BO3pacTe 40 6 MecsLEeB, UMEIOLLMX Yallle BCero 2—3 Konmu
reHa SMN2, n aBnseTcs Hanbonee YacTon PasHOBUAHOCTHIO,
Ha KOTOPYHO MPUXOANTCA MPUOAN3UTENBHO MOIOBMHA Cly4aes
3abonesaHus 59-CMA [3, 7]. Y mMnageHLUeB C gaHHOM
dopmon 5g-CMA OTCyTCTBYIOT CMMMATOMbI 3ab0f1eBaHNS Mpu
POXOEHWN, HO BMOCNEACTBUN Y HX HAGMOOAETCa 3aepKka

pa3BUTVA ABUraTeNbHbIX OYHKLUMIA, 1 BOSHUKAIOT TPYOHOCTU C
KOPMJIEHNEM B TEHEHME MEPBOrO MOJTYrofa »XU3HW. [aumneHTsl
co CMA | Tmna He cnocoOHbl CUAETb CaMOCTOSATENbHO.
Mpu CMA Il Tna (6onesHb [yboBuua), koTopas SBAseTcs
MeHee Tshkenom opmon 3abofieBaHns, Halle BCEro MOXXHO
HabmogaTh oT 2 0o 4 konuit reHa SMIN2. Takne petn B
BO3pacTe OT 6 [0 18 MecsLEeB MOryT CaMOCTOATENbHO CUOET,
OfIHAKO HUKOIOA He XOAST, HO BOMbLUMHCTBO 3TVX MaLMEHTOB
OoXnBaroT 0o 3penoro Bo3pacTa. [Npu CMA Il Tuna (6onesHb
Kyrenbbepra-Benangep) uncno kommin reHa SMN2 daule
Bcero BapbupyeT oT 3 o 5. lNpu gaHHoM dopme AebtoT
CMA mpoucxoguT y maumeHToB B BO3pacTe ¢ 18 mecsues,
M Takme naumeHTbl CMOCOOHbI CaMOCTOATENbHO CUAETb U
CTOSITb W B KAKOW-TO MOMEHT »KM3HW JOCTUraOT BO3MOXXHOCTU
camMmocToATeNbHO xoauTb. CMA IV Trna cumTatoT camol nerkom
1 HaMeHee pacnpocTpaHeHHo hopmort 5g-CMA ¢ gebrotom
BO B3POCoM Bo3pacTe [3, 7].

Kak yxe 6bI10 CkagdaHo, B MmaToreHe3e 3abonesaHuis
OCHOBHYIO POJb UrpaeT ytpata reHa SMINT, 0aHaKko pasnuyaroT
HECKOJIbKO (hopM ero notepu B BuAe WUCTUHHOW deneuunu,
KOHBEPCUM TeHa, POopMUPOBaHNN MMOPUOHBLIX (XUMEPHbBIX)
SMN1/SMN2-CTRyKTyp, a Takke NoTepy TOMbKO HECKOMBbKNX
3K30HOB reHa SMIN'7T (4acTuyHas geneums). of Knaccu4eckom
Oeneumen noHMMAaKOT Oeneumto, BKIYaoWy 7-n 1 8-
9K30HbI reHa SMNT 6e3 PeunnpPOKHOro yBeMYEHNs Yncna
konu reHa SMINZ2. HactudHaa geneums xapakrepuayerca
V30NMPOBAHHOW MOTEPEN 7-ro nnn 8-ro 3K30Ha Ha OOHOM W13
annenen reHa SMNT Npy COXPaHEHNN YMCAa KOMUN AaHHbIX
9K30HOB B reHe SMN2 [8]. Mpn KOHBEPCUM OCYLLIECTBASETCS
PEUMNPOKHOE YBENMYEHVE KonuyecTBa kKonun reHa SMIN2
[9]. ObpazoaHme xumepHbIx reHos SMNT/SMIN2, B KOTOPbIX
VMEIOTCH y4acTKu, mpuHagnexawme kak reHy SMNT, Tak n
ncesgoreHy SMN2, 1 ons KOTOpbIX XapakTepHO HepaBHOe
COOTHOLLEHWNE 7-r0 U 8-r0 9K30HOB, TOXE SABMSAETCS OOHUM
13 mexaHn3moB notepu reHa SMNT [10]. CnegyeT oTMETUTD,
4To y naumeHtoB ¢ 50-CMA MOXHO Habmogatb Kak
oTAenbHbIE (POPMbI FOMO3UIOTHOM NMoTepn reHa SMNT, Tak n
KOMOWHMPOBAaHHbIE ClTyHau.

C TO4YKM 3pEHNsT MONEKYNSIPHOMO MaToreHe3a 3aboneBaHnst
BOCCTaHoBNeHMe ypoBHs benka SMN y naumerHTos ¢ 5g-CMA
aBngeTcs Hambonee 0OOCHOBaHHbLIM MOAXOAOM NEeYeHVs.
Ha akcnepuMeHTanbHbIX Mogensx Obi10 MokasaHo, YTOo
BbIKMIOYEHNE CUHTE3a 6efka BbPKNMBAEMOCTU MOTOHENPOHOB
MO-pa3HOMyY BIUSIET HA WX MPOOOMKUTENBHOCTb XKN3HW: YeM
paHbLUE MPOVNCXOOUT BbIKITOHEHNE, TEM Xy>KE BbDKMBAEMOCTb
[11]. Bonee Toro, paHHee BocnonHeHne 6enka SMN
MPUBOOUT K 3HAYUTENBHOMY YBENYEHNIO BbDKMBAEMOCTU B
MICCNEeqoBaHNSX Ha 3KCMEpPUMEHTaSIbHbIX MbILLVHBIX MOAENSX
[12]. YnomsaHyTble nccneqoBaHns NO3BOAVAV NPEONONOXUTb
BO3MOXHYIO  BbICOKYIO  KIIMHMYECKYID 3 (PEKTUBHOCTb
MPECUMNTOMATUYECKON Tepanun y HOBOPOXOEHHbIX, Y
KOTOPbIX OBHapy)xeHa maTofornyeckas abeppauns B reHe
SMNT. Y HOBOPOXAEHHbIX C ABYMS WAN TPEMS KOMUSIMU
reHa SMN2, y KOTOpPbIX Havano fevYeHus HyCUHEepPCEHOM
Bo Il dasze wuccnepgoBaHna NURTURE 6bi10 Hadato Ha
OOKIIMHMHECKOM 3Tane, Obiv MPOAEMOHCTPUPOBaHbI H6onee
BbICOKME MoKazaTenv ABuraTebHbIX MYHKLMA MO CPaBHEHNIO
C naumeHTamn, y KOTOpbIX NledeHne ObII0 MHNLMNPOBAHO
Ha cumMmniToMatudeckon ctagum 59-CMA [13]. [LOpyroe
MHOIOLEHTPOBOE KNMHMYeckoe wuccneposanue Il dasbl
SPR1NT (oHaceMHoreHoM abenapBOBEKOM) ObINO MOCBSALLEHO
N3y4eHo 3P PEKTUBHOCTM 1 6€30MaCHOCTN MPUMEHEHVS
npenaparta Takxe [0 MNOABMEHUS KIIMHUYECKUX CUMMATOMOB Y
neten ¢ brannensHon notepen reHa SMNT 1 Tpems KonvsiMmm
reHa SMNZ2. Pegynstatbl nccneqoBaHns bl OOHO3HAYHbI:
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BCE YYaCTHUKM MCCNedoBaHUs OOCTUMIM 3TarnoB MOTOPHOMO
PAa3BUTUS, XapaKTEPHbIX 1S 300PO0BbIX AETEN, HE UMEHOLLIX
naTonorndeckon adeppacp SMNT [14]. VimetoLasics Tepanns
11 BO3MOXXHOCTb MPVMEHEHMS MPECUMMTOMATUHECKOTO IEHEHNSE
B HaCTOsILLIee BpeMs OnpaBOblBalOT MPOBEAEHNE CKPUHUHIA
HOBOPOXXAEHHbIX Ha 50-CMA. Takne cTpaHbl, Kak ABCTpanvis,
Benbrus, Kanaga, lrepmanus, Vitanusa, dnonns, Hopserug,
HuaepnaHobl, MNonblia v TarBaHb, a Takxke 46 WTaTtoB B
CLUA BBenn o6s3aTtenbHbIi CKPUHWHT HOBOPOXAEHHBIX Ha
5g-CMA. B Poccuinckon ®enepalinn 06s3atensHbIi CKPUHMHE
Ha 59-CMA gns Bcex HOBOPOXXAEHHbIX Obln 3anylleH B
2023 . [15].

«30M0TbIM CTaHAapToM» AnarHocTukm 5g-CMA asnsetcs
MyfBTUMNIEKCHAsS nnradHasa uenHasa peakuya (MLPA), ogHako
OAaHHbI METOA, HEMPUMEHMM B KA4YeCTBE CKPUHWHIOBOrO B
CBSI3M C TPYAOEMKOCTbLIO 1 BbICOKOW CTOMMOCTBIO [16, 17].
Havbonee npuemnembl [ON8 CKPUHWHFA — pagdnnyHble
Moandukaumm MetToga noanMMepasHom LIEMHOM peakuumn ¢
OeTEKUMEN curHana B pexknme peanbHoro Bpemenn (MLP-PB),
BbISIBNAOLLME FTOMO3UIOTHYHO MOTEPO 7-r0 9K30Ha reHa SMNT.
370 NOATBEPXKAEHO B psiae OonbLUMX paboT 1 MeTaaHaM30B
[18-20]. B cBA3M C BbICOKON KIMHUYECKOW aKTyalbHOCTHIO
paHHen amarHocTukn 59-CMA, a Takke Hadanom ¢ 2023 T
06513aTENBHOI0 HEOHATAIbHOMO CKPUHWHIa B P® Ha gaHHoe
3aboneBaHne CyLeCcTBYET NOTPEOHOCTb B ANArHOCTUHECKNX
MONEKYNAPHO-FEHETUYECKMX TecTax, KOTOpble MO3BOMSANM
Obl C BbICOKOW TOYHOCTbKO BbISBAATb BCE BO3MOXXHbIE
dopmbl romoauroTHor notepn reHa SMINT. CnepyeT Takke
OTMETUTb, YTO OAHVMM W3 HaMbonee BaXKHbIX TPeboBaHUA K
HeoHaTa/lbHOMY CKPUHWHIOBOMY TecTy Ha CMA gaBnsetca
BO3MOXHOCTb BbISBIEHNS TOMO3UrOTHOM noTepu reHa SMINT
B 0bpasLiax Cyxux nsteH kposu (DBS, ot aHmn. dried blood spot).

Poccuinckaa komnanms «AHK-TexHonorvsa» BbinycTuna
HOBbIN Habop, OcHoBaHHbln Ha meTtoge [MUP-PB, aons
MOJNEKYNAPHOro CKpUHMHra Ha CMA y HOBOPOXXAEHHbIX.
OpHako KparHe Heobxoauma ero pacluvpeHHas anpobaums
019 onpeneneHns BO3MOXXHOCTM BbISIBNEHUST BCeX (hOPM
notepu reHa SMN1, KOTopble paHee onpeaensv ¢ MOMOLLbIO
metoga MLPA.

Llenbto  paboTbl  Oblla  CpaBHUTENBHAA  OLEHKa
BO3MOXHOCTV OMPEAENeHnss roMO3UroTHOM MOTEPU SK30Ha
7 reHa SMN1 ¢ nomoLLbto TecTa Ha ocHoBe [MNLIP-PB ¢ meTtopom
MLPA y nmauymeHtoB ¢ 50-CMA, a Takxke C pasnnyHbiMu
VMBMEHEHNAMM Ymcna Konuii reHa SMINT .

NAUVEHTBI N METOObI
C6op obpasuoB, meTogmka u BoigeneHne QHK
Obpasub! [JHK, BbiaeneHHbIe 13 LebHov Kposy (rpyrna 1)

[N OUEHKM BO3MOXHOCTW AETEKUMM Pasn4YHbIX TUMOB
roMo3uroTHom notepu reHa SMNT 6bina cobpaHa KoropTa,
KoTopasa cocTosna u3z 206 obpasuoB n3 bruobanka HML|
MwnH3gpasa Poccum no MonekynsapHon MeguumHe NepBoro
CaHkT-lNeTepbyprckoro rocyaapCTBEHHONO MeOMULMHCKOro
yHuBepcuTeTa um. V. . Maenosa (CankT-INeTepbypr, Poccus).
MaumeHTbl ¢ KIMMHUYeCKM nopo3peHnem Ha 59-CMA 6binv
HanpaeneHbl B nabopatoputo MNCI6IMY um. W. T1. MNasnosa ¢
2019 no 2021 r. lfeHomHyto OHK Bbioensnm 13 nepudepreckoi
KpOoBU C MomoLLbto Habopa ExtractDNA Blood & Cells (Evrogen;
Poccus) B COOTBETCTBUN C UHCTPYKLMEN MPON3BOAUTENS.
KoHueHTpaumo nonyverHon OHK noBoavnmn o0 KOHEYHOM
KOHLIeHTpaumm 50 Hr/mkn. KonmdectBo komuii reHos SMINT
n SMN2 oueHnBanu ¢ nomoulbto Habopa MLPA (P060,
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MRC-Holland; HuaepnaHgpl) B COOTBETCTBUM C MHCTRYKLMSMU
MPOV3BOANTENS.

Bce obpasupl bbinn pasgeneHbl Ha cemMb noarpynn B
COOTBETCTBUN C KOAMYECTBOM komnui reHoB SMNT n SMIN2.
Mogrpynna 1 «Hopma» (54 obpasua): ase kormm reHos SMINT
1N SMIN2 — TaK Ha3blBaeMbIA «3TaNIOHHbIM reHoT n». Mogrpynna 2
«Oeneunst» (oeBsaTb 06paduos): oTcyTcTBMe reHa SMNT 6e3
yBennyeHns vncna konmn SMN2. Mogrpynna 3 «KoHBepcus»
(47 0bpasuoB): otcyTCcTBUE reHa SMINT mpu yBennyeHnr Ymicna
ko SMN2. Mopgrpynna 4 «[mbpua» (0eBATb 06pa3uoB):
rOMO3UroTHas efleLvs 9K3oHa 7 1 reTepo3nroTHasa aeneumns
9Kk30Ha 8 reHa SMINT ¢ yBenMYeHeEM Ymcia KOmum aK3oHa 7
SMN2. Mogrpynna 5 «Hocutenb» (51 obpasew): ogHa Konus
rena SMNT. TMoagrpynna 6 «dynnukaums» (23 obpasua):
3 konuun reHa SMN1. Moarpynna 7 «dpyroe» (13 06pasLoB)
copepxana pa3nmyHble KOMOVHALMM KOIMHECTBA KOMU MEeHOB
SMN1 n SMN2, KOTOpble HE COOTBETCTBOBA/IN KPUTEPUSM
OPYrX NOArpynn (CM. PUCYHOK).

Obpasuyp! [JHK, BbineneHHsie n3 DBS (rpyrnna 2)

[na noaTBepKAeHNS BO3MOXXHOCT OBHAPY>KEHUSA TOMOSUMOTHOM
notepu reHa SMN7 B [OHK, BbligeneHHon n3 ob6pasLoB
CYXUX MNHATEH KpOBW, rpynna n3 135 naumMeHToB, KPOBb
KOTOPbIX TPAHCMOPTUPOBaNAaCh B BbICYLUEHHOM COCTOAHUM Ha
mMeMbpaHe, Obina B3aTa 13 brobaHka HML|, MuHsgpasa Poccun
Mo MonekynapHor MeayuvHe Iepeoro CaHkT-MNeTepbyprckoro
rocyaapCTBEHHOIO MEeOMLMHCKOro YHUBEpPCUTETA
um. V. T1. Maenosa (CaHkT-Metepbypr, Poccus). MaupyeHTsl ¢
KIIMHNYeCKUM nogo3pernem Ha 59-CMA Obinn HanpasneHbl
B nadopatoputo MCI6IMY um. W. 1. TMaenoea ¢ 2019 no
2021 r. feHomHast [IHK 6bina BblgeneHa n3 Cyxmx nNsTeH KpoBu
¢ ucnonb3oBaHnem PREP-CITO DBS (OHK-TexHonorus;
Poccus) B COOTBETCTBUMM C VHCTPYKLUMSMU MPOV3BOAUTENS.
Y Bcex naymeHToB KonmyecTBo konun reHoB SMINT n SMIN2
oueHmBanv ¢ nomoLpto Metoga MLPA (P060, MRC-Holland;
HwoepnaHabl) B COOTBETCTBUM C MPOTOKOIOM A1 CyXUX MATEH
KPOBMW.

Bce obpasubl 6binn pasgeneHsl Ha WecTb noarpynmn:
«Hopma», «[deneuns», «KoHBepcus», «mbpua», <Hocutenb»,
«Opyroe» (tabn. 1).

AHanua MynbTUNIEKCHON NnrasHom
uenHon peakuuu (MLPA)

Viccneposanve MLPA  npoBogunn € UCMNOMb30BAHNEM
Habopa PO60 (MRC-Holland; HuaepnaHapl) B COOTBETCTBUM
C WHCTPYKUMaMK npoundsoautens onga OHK, BbiaeneHHom
1N OYMLLIEHHON U3 LefbHOW KpoBW (rpynna 1) n 13 cyxmx
naTeH KpoBw (rpynna 2). Habop copepxut 17 STanoHHbIX
30HOOB M YeTblpe crneunuyHbIX 30HAA, CBS3bIBAIOLLMXCS
C MoCcnegoBaTeNbHOCTAMM B 9K30Hax 7 W 8 TreHoB
SMN1 n SMNZ2. Tlony4eHHble NpomyKTbl peaxkumn MLPA
aHaNM3MpPoBa/I C MOMOLLbO FEHETUYECKOrO aHanmMsaTopa
ABI 3500 (Thermo Fisher Scientific; CLLIA). OTHOCUTENBHYIO
BbICOTY MKa Kaxkaoro obpasua paccHnTbiBanv 1 CpaBHUBaN
C HOpMasibHbIM KOHTPOMEM C MOMOLLBIO MPUIIOXKEHNSA ANA
aHanmsa MLPA GeneMarker (SoftGenetics; CLUA). Hann4dne
M3MEHeHNs konmdecTsa konun reHoB SMN'1/SMIN2 oLeHnBanm
B COOTBETCTBUM C MHCTPYKLMEN K Hatopy MLPA.

HeoCkpuH SMA/TREC/KREC

Tect HeoCkpuH SMA/TREC/KREC 6bin npoBeaeH Ans Bcex
obpasuos 13 rpynn 1 1 2. Habop HeoCkpur SMA/TREC/KREC
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1. Hopma (n = 54)

2. Oeneuns (n=9)

3. KoHBepcust (n = 47)
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4. Twbpwug (n=9)
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5. Hocutenb (n = 51)
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6. Oynnukaums (n = 23)

7. Opyroe (n=13)
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Puc. Tvnbl Konn4ecTBeHHOro nameHeHns reHoB SMINT n SMN2 B kakaon nogrpynne

(OHK-TexHonorvg; Poccus) npefHasHaveH AN BbIABIEHUA
rOMO3UrOTHOW NoTepn ak3oHa 7 reHa SMINT 11 OLUEHKM YPOBHEN
T-peuenTopHbIX 3KCLM3MOHHBIX Konel, peuenTopos (TREC) n
Kanna-aeneumoHHbIX  PEKOMOVHALIMOHHBIX  3KCLN3NOHHbIX
konel (KREC) B cyxux nsiTHax KpoBW W LENbHOW KPOBMU.
MeTtop, ocHoBaH Ha amnnndukaumm TREC, KREC, ak3oHa 7
reHa SMNT n dparmeHTa HopmManuaytoLLero reHa LTC4S (nnm
39HAOrEHHOro BHyTPeHHero koHTpons (IC), OAHOKOMUAHOro
rEHOMHOIO fIOKyca reHa nenkoTpueHcuHTasdbl C4) MeTooom
MynsTunnekcHon  MLUP.  cnonb3oBaHne  HECKOMbKMX
DNYOPECLUEHTHbIX KpacuTenen no3BonseT O4HOBPEMEHHO

0 0 1 1 1
0 2 3 2 1
1 2 2 1 3
1 2 3 2 2
2 1 1 2 1
2 3 2 1 2
2 3 1 0 1
3 2 0 1 1
3 2 1 2 1
perncTpupoBaTb  pPesynbTaTbl  PasinyHbIX  peakLuit

amMnaMdurKaLmmn, NPOTEKAIOLLINX B OHOWN 1 TOW >ke NpoBupKe.
B Tabn. 2 nokasaHbl KaHaslbl 0OHApPY>XeHWUs MPOAYKTOB
MUP-peakumm.

AHanua pesynstatoB Tecta HeoCkpuH SMA/TREC/
KREC npoBogmvnv C MCMonb30BaHeM TepMoLMKepa Ans
netekumn B peansHoM Bpemern DTprime (OHK-TexHonorns;
Poccust) B COOTBETCTBUM C UHCTRYKUMSAMAU NPON3BOOUTENS
(tabn. 3). Ona oueHkn ahheEKTUBHOCTM aHanm3a B KavKablii
umkn TUP BktoYany nNofoXKUTENbHbIN KOHTPOMb (BXOOUT B
Habop ans onpepeneHnst MUP) 1 oTpuuaTensHbIi KOHTPOSb.

Tabnuua 1. Konnyectso konuii reHoB SMNT 1 SMN2 no gaHHbIM aHannsa MLPA B rpynne 2

Pesynbratsl MLPA
Mogrpynna SMNT reH SMNZ reH KonuuecTtso o6pasLos
OK30H 7 OK30H 8 OK30H 7 OK30H 8
2 2 4 4 10
Hopma 2 2 3 3 35
2 2 2 2 54
Heneuns 0 0 2 2 3
0 0 4 4 2
KoHnsepcus
0 0 3 3 1
mbpnpg, 0 1 3 2 2
Hocutens 1 1 2 2 9
0 1 2 1 1
Opyroe 1 2 1 1 4
1 2 3 2 4

BULLETIN OF RSMU | 3, 2023 | VESTNIKRGMU.RU



Tabnuua 2. Kanansl obHapy>xeHus MNLP-nponykTos
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Fam Hex Rox Cy5
TREC SMN1 (3Kk30H 7 rena SMNT) KREC IC (BHYTpPEHHMIN KOHTPOIb)
Tabnuua 3. Ycnosus nposefeHns MNLP
OTan Temnepartypa, °C MuHyTbI CekyHppbl KonuuecTtso uuknos OnTnyeckne n3aMepeHns Tvn sTana
; 80 2 00 1 Linkn
94 5 00
5 94 0 30 5 Linkn
64 15 J
3 94 10 45 Linkn
64 0 15 J
4 | 94 | o | 5 | 1 | | Lk
5 | 10 | | | XpaHeHne | | XpaHeHne

MonoxutensHbi KOHTPOML C+ Ne 1, copepxxawmn JHK-
nnasmnasl ¢ ykadaHHbiMu MuyeHamm — TREC, KREC, SMINT,
IC B paBHOW KOHLIEHTpaLMK, NpegHas3HavYeH ANs OLEHKU
adhpexkTneHOCTY MNLIP. MonoxutensHbii KOHTPOMb C+ Ne 2 ¢
nnas3MUaHbIM SKBUBaNeHTOM 9K30Ha 7 reHa SMN2 no3sonsieT
OLEeHUTb BnokmpoBaHve amnandukaumm SMN2 (KOHTpOSb
cneumdmyHocT amnandurkaumm SMNT).

AHanus notepu ak3oHa 7 reHa SMINT 0CHOBaH Ha OLEHKe
pasHocTn LvkioB (A Cp) mexay Cp SMNT (kaHan Hex) n IC
(kaHan Cyb) (ASr = Sr (Hex) — Cp (Cyb)).

OUueHKY rOMO3UroTHOW MOTepu 9k30Ha 7 reHa SMNT
npoBOAMM B COOTBETCTBUM C WHCTPyKUMEN Habopa Aand
MUP-peTekumn (BbINOMHSAETCA aBTOMATUYECKN MPOrPaMMHbIM
obecnevermem lMNLIP-amnandmkaTtopa).

PESYJILTATBI ICCNEOOBAHNMA

OcHoBaHHbIn Ha TLP CKPUHMHIOBBIM TeCT Gbl1 NCMONB30BaH
0na oueHkn Hammuns y 341 obpasiia roMo3UroTHOM MoTepu
reHa SMN7T. Bo Bcex obpasLax KOMM4YeCTBO KOMUIM reHOB
SMN1 n SMN2 6biIn10 onpegeneHo ¢ UCMONb30BaHMEM
aTanioHHoro metoga MLPA. Peaynbtathl TecTa cuyutanm
WUCTUHHO MOSIOKUTENBHBIMY,  €CMIM FOMO3UIOTHYIO  MOTEPHO
9k30Ha 7 reHa SMIN'T obHapy»xmBav B obpasLiax ¢ O Konmsmm
3K30Ha 7 reHa SMN7. Hanu4re no MeHbLUen Mepe OgHOro
3k30Ha 7 reHa SMNT, naeHTUPUUMPOBAHHOIO METOA0OM

MLPA, n obHapy>xerne curHana SMN1 ak3oHa 7 ¢ MOMOLLbO
Tecta HeoCkpuH SMA/TREC/KREC cuutany UCTUHHO
oTpuULAaTENBHBIMU.

Pesynsratel B rpynne 1 6bim cnegytowmmn. B nogrpynne
1 «Hopma» 54 yvactHuka (26%) nmenn 2 Konmm ak3oHa 7 reHa
SMN1, n Bce 06pasubl 6611 UCTUHHO OTpULATENBHBIMA MPK
CKpUHWHre Habopom Ha ocHose [MLP-PB. B nogrpynne 2
«Oeneuns», nogrpynne 3 «KoHBepcus», nogrpynne 4 «fmbpug»
BCce 06pasLpl ObIM UCTUHHO NOAOXKUTENBHBIMK (N = 65; 32%).
B nogrpynne 5 «Hocutenb», coctoswen ns 51 yyactHuka
(25%), y BCex nmenacb eQMHCTBEHHAsH KOMUSt 9K30Ha 7 reHa
SMN1, 1 BCe y4aCTHUKM OblIN UCTUHHO OTpULIATENBHBIMU.
B noarpynne 6 «Odynnukauus» Bce 23 obpasua (11%),
cogepxallme 3 konum 3k3oHa 7 reHa SMINT, ObInn UCTUHHO
oTpuuatensHbimu. Mogrpynna 7 «dpyroe» coctosina us 13
006pasLIOB C Pas3NMYHbIM KOMMHECTBOM 3K30HOB reHoB SMINT
n SMN2. VICTUHHO oTpuuaTenbHbIMK Obi LLIECTb 06pa3L0B
(8%), copeprkaLume 6onee ogHoOM Komnnm ak3oHa 7 reHa SMINT.
OpHy konmto reHa SMNT B mogrpynne 7 copepxanu nsTb
06pasLoB, KOTOpble TOXXe OblM UCTUHHO OTPULATENBHBIMU
(2%). I oBa yHaCTHVKA HE UMEN HN OIHOIO U3 SK30HOB 7 reHa
SMN1T n 6binn, COOTBETCTBEHHO, UCTUHHO MOSIOXUTESbHBIMA
(1%). PesynsraThl npeacTaBneHsl B Tabn. 4.

B rpynne 2 pesynstatbl Tecta Obiv CRegyrowmmin.
B mogrpynne «Hopma» 99 o6pasuoB (73%) nmenu Oge
Konum ak3oHa 7 reHa SMINT, n Bce obpasLpl Obin UCTUHHO

Tabnuua 4. CpaBHUTENbHbI aHaNN3 Pe3yNbTaToB, NoNyYeHHbIX ¢ MoMoLLpto MeTona MLPA 1 Tecta Ha ocHoge [LIP-PB B rpynne 1

Peaynsratel MLPA (konnyectso PesynbTaThl TECTa (KONMYECTBO 06pasLo
Konudectso 06pasLioB 3aBIUCUT OT YKCa KOnuii Y ~ 8 pasios
Moarpynna 06pasLIOB B KaXA0il oK30Ha 7 reHa SMN) 3aBucuT OT Hmucna komuii ak3oHa 7 reva SMNT) | yin | nn | o | no
nogrpynne
>1 1 0 Hopwma (=1) Oeneups (0)

1. Hopma 54 54 0 54 0 0 0 54 0
2. Oeneuns 9 0 0 0 9 0 0 0
3. KoHBepcus 47 0 47 0 47 47 0 0 0
4. Twbpug 9 0 0 0 0 0
5. Hocutens 51 0 51 51 0 51 0
6. Oynnukaums 23 23 0 23 0 0 0 23 0
7. Opyroe 13 6 5 2 11 2 2 0 11 0
Bcero 206 83 56 67 139 67 67 0 [139] O

Mpumeyanne: NN — NCTUHHO NonoxuTensHble; JIT — noxxHononoxuTensHble; VIO — UCTUHHO oTpuLiaTensHble; J10 — noxxHooTpuuaTensHble.
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Tabnuua 5. CpaBHUTENbHBI aHaNM3 Pe3yNsTaToB, NoNyYeHHbIX ¢ MoMoLLbto MeTona MLPA 1 Tecta Ha ocHoge [MLIP-PB B rpynne 2

Pesyneratel MLPA (konnyecTso
Konnyectso o Pesynbrathl TecTa (Konnyectso obpasLos
obpasLoB B 06pa3140B 3aBUCHT OT 4¥CNa Kok 3aBUCUT OT Ymcna Konuin ak3oHa 7 reHa SMNT)
Mopgrpynna o 9K30Ha 7 reHa SMN1) mn | nn | no | no
Kakgon
nogrpynne
>1 1 0 Hopwma (=1) Heneuus (0)
1. Hopma 99 99 0 0 99 0 0 0 99 0
2. Neneuns 3 0 0 3 0 3 3 0 0 0
3. KoHeepcus 13 0 0 13 0 13 13 0 0 0
4. wbpug 2 0 0 2 0 2 2 0 0 0
5. Hocutenb 9 0 9 0 9 0 0 0 9 0
6. Oynnukauus 0 0 0 0 0 0 0 0 0 0
7. Opyroe 9 0 8 1 8 1 1 0 8 0
Bcero 135 99 17 19 116 19 19 0 [116] O

Mpumeyanne: NN — ncTmHHO nonoxutensHble; JIM — noxxHononoxutensHble; VIO — NCTUHHO oTpuLaTtensHble; J10 — noxxHooTpuuaTensHble.

oTpuuatenbHeiMn. B nogrpynne «[eneuusi», nogrpynne
«KoHBepcus», noarpynne «bpua» Bce o06pasubl Obiv
WNCTUHHO MONIOXNUTENBbHBIMU MPU CKPUHUHIE C MOMOLLbIO
MUP-PB (n = 18; 13,3%). pynna 2 He copeprkana obpasuoB
C gynnvkaumen reHa SMINT cornacHo pesynsratam aHanvsa
MLPA. B nogrpynne «Hocutens» Bce AeBsTb Npob (7%) Obinn
WCTUHHO oTpuuatensHbeiMn. B noarpynne «dpyrue» oguH
obpagzel] (0,7%) Obln UCTUHHO MONOXUTENBHBIM Ha Hanuyve
FOMO3UIOTHOM NoTepn ak3oHa 7 reHa SMNT. VI Bocemb
06pasuoB (6%) copepxkann ofHy konuio reHa SMNT, v Bce
YHaCTHUKN BbIn UCTUHHO OTPULIATENBHBIMU MPY CKPUHKHIE C
nomoLusto MNLP-PB. Bee pe3ynsratel npeacTasneHsl B Tadn. 5.

OBCY>XOEHVE PE3YJIBTATOB

CrnnHasibHas MbllleqHast aTpodunst — ayTOCOMHO-PELECCHBHOE
HelipoaereHepaTBHOe 3a00eBaHNe, OCHOBHBIM KITMHUYECKM
MPOSABIEHVIEM KOTOPOIO SBMAETCH MPOrPECCUPYIOLLIEE TshKenoe
nopakeHne MPOKCUMANbHOM CKENEeTHOM MyCKynaTypbl.
OcHOBHas xapakTepnCTKa TecTa ans BbiasneHa 5g-CMA npu
HEOHAaTaNlbHOM CKPUWHVHIE — BO3MOXHOCTb OETEKTUPOBaHVA
Bcex hopm notepu reHa SMNT kak B obpasuax [OHK,
BbIENEHHbIX U3 LEeNbHOM KpoBW, Tak K obpasuax [OHK,
MONYYEHHbIX U3 CYXMX NSATEH KPOBW.

CyLLeCTBYIOT pasdnnyHble MeTOOO0MMYECKe Noaxoap!
K OeTeKuMn romMo3nroTHom notepu reHa SMNT, ogHako
ON9 HeoHaTanbHOro ckpuHuHra Ha CMA nydwe Bcero
3apekomenaoBany cebsi pasnuyHble MoaMduKaumMn MeTopa
MUP B peansHom BpemeHn [16, 21]. OTO CBA3AHO C 1X BbICOKOM
3(PPEKTUBHOCTBIO, XapakKTepPUIYIOLLENCA KpanHe HU3KUM
KOMNYECTBOM  JIOXKHOMONOXUTENBHBIX 1 TOXHOOTPULATENBHBIX
pes3ynsTaToB, OTHOCUTENBHO HU3KOWM TPYLOEMKOCTbIO W
cebeCTOMMOCTbBIO, a TakXe BO3MOXXHOCTbIO MpoBeaeHUs
nceneposanuin no OHK 13 cyxux nateH kposu [2, 22]. TecT
OCHOBaH Ha TexHonorum MNLP 1 geTekTupyeT roMO3UroTHyrO
noTepto 9K3oHa 7 reHa SMNT [6].

feH SMNT pacnonoxeH B 04eHb HECTABUIIBHOM PErvioHe
FeHOMa, HacbILLEHHOM MOBTOPSAOLLMMUCA MHBEPTUPOBAHHbLIMY
reHamu u 6oraTtbiM Alu-nocnenoBaTeflbHOCTAMNW,  YTO
0BYCNOBNVBAET MOSIB/IEHME LLUMPOKOrO CreKTPa MeHETUHECKNX
n3meHeHun reHa SMINT. [Ona nogrBepaeHns CneunmnyHHOCTH
BbISIBNEHUS FOMO3UIrOTHOM notepu reHa SMN1 ¢ MOMOLLbO
MUP-PB B rpynne 1, cocTosilueit 13 obpasuoB [JHK, BologneHHbIX
1 OYMLLIEHHBIX 13 LIENBHOM KPOBW, Oblia oTobpaHa reTeporeHHast
noarpynna n3 139 o6pasuyoB C KOAMYECTBOM KOMUIA reHa
SMN1, pasHbiM 1-3 konum (nogrpynnbl <Hopma», «<Hocutens»,
«[dynankaums», 11 y4acTHUKOB 13 noarpynnbl «dpyroe»). 1o

NTOraM MOJNEKYNAPHO-FEHETUHECKOrO TECTMPOBAHNSA BO BCEX
139 obpasuax Gbim nosyHeHbl oTprLaTeNbHble PesynTaTbl Ha
FOMO3UIOTHYKO MoTepto reHa SMINT. 3TO NOAYEPKUBAET, HTO
N006poKa4eCTBEHHOE M3MEHeHMe KOonMnHOCTN reHa SMINT He
BANSAET HA 3PDEKTUBHOCTb BbISBEHMS FOMO3UIOTHOW NOTEPU
reHa SMNT npu CKpUHUHTE.

[MaBHOW 3anaqent HeoHaTabHOro CKpUHUHIA Ha 5g9-CMA
ABNSAETCHA OETeKuMs Cry4aeB rOMO3WUrOTHOM MOTepu reHa
SMNT1.B rpynne 1 BCe y4aCTHUKN NCCNeaoBaHNA C Aeneumen
reHa SMN1T, koHBepcuen, rmbpuaHbIMA reHaMu, a TakxKe
VNHbIMW hOopMamMn reHoTUNa B KONN4YeCcTBe OBYX NauMeHTOB
(obLee konnyecTBO 67) Oanu MONOXUTENbHbIA pesynsTaTt
B XO[€ CKPWUHMHIa Ha roMO3uroTHyt0 notepto reHa SMNT.
Habop NpoaeMOHCTPUPOBa BbICOKYH YyBCTBUTENbHOCTb
N CReuUMdPUYHOCTb  BbISBNEHNA TFOMO3UIOTHOM MNOTepwu
reHa SMNT. 39T0 cornacyetcs ¢ PSAOM UCCNeLoBaHWN,
MOCBSLLEHHbIX METOA0IONMYECKO MPOBIEME CKPUHUHIa
5g-CMA [2, 23].

Ona nogtBepaeHna a@eKTUBHOCT TecTa [Ond
BbISIB/IEHNSI TOMO3UrOTHOM MoTepn reHa SMINT B obpasuax
[OHK, BblaeneHHbIX 13 Cyxux MATEH KPOBW, Oblnv oTOOpaHbI
0bpasupl B rpynny 2. Bo Bcex obpasiiax 13 AaHHoW rpynnbl ¢
1-3 konuamn reHa SMNT (n = 116) pe3ynsraTbl NPUMEHEHNSA
TecTa Gbl OTpULATENBHBIMU HA FOMO3UIOTHYHO MOTEPHO reHa
SMNT. 35TO NogYepKMBaEeT, Y4TO W3MEHEHME YK1cCna Komnui
reHoB SMNT He BAUSiET Ha CneumdUHHOCTb OBHAapPYKEeHNS
romo3urotHom notepu reHa SMNT B OHK, BblaeneHHom mn3
00pasLoB Cyxux MATeH KpoBW. PesynbTaTtbl CKPUHWHIA Ha
rOMO3UroTHYIO noTepto reHa SMNT Habopom, OCHOBaHHbBIM
Ha MLIP-PB, 6blnn NonoXmTensHbIMK Y BCEX MAUMEHTOB B
obpasuax Cyxvx NATEH KPOBK, Y KOTOPbIX Oblia 0bHapy>keHa
roMo3uroTHas noteps reHa SMN7T ¢ nomoLbto metoga MLPA.

OrpaHn4eHnemM faHHOro Habopa siBNSeTcs OTCyTCTBUE
BO3MOXXHOCTU  BbigBNeHUs  pegkux  dopm  5q-CMA,
aCCOLMNPOBAaHHBIX C reTepo3nroTHoM notepent reHa SMNT n
TOYEYHbIMW MATOreHHbIMX BapuaHTaMu Ha COXPaHMBLLENCS
KOMUM reHa (CNoXKHble WM KOMMayHA reteposuroTsbl). [1o
pesynsrataMm UCcneqoBaHnii, pacnpoOCTPaHEHHOCTb AaHHOM
dopmbl 5g-CMA cocTaenseT 0o 5% oT Bcex cnyyaes [3].
OOHaKO HY>XHO OTMETUTb, YTO Ha AaHHbIA MOMEHT HU B OQHOM
CTpaHe MuMpa He NPOBOAUTCHA CKPUHWHE Ha OaHHbIA MOLTUN
3aboneBaHus [4]. Mpu BbIBAEHUN KIIMHUYECKUX MPU3HAKOB
50-CMA un oTpuuaTtenbHOM pesynstate CKPUHWHFA Ha
rOMO3UroTHYO noTepto reHa SMNT TpebyeTcs pacluMpeHHoe
1cecnefoBaHne Ha obHapy»xeHve notepn reHa SMIN'T Ha oiHOM
annene B COYETAHUN C TOYeYHbIMX MyTauvamm reHa SMINT
Opyroro annens.
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