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Silver-Russell syndrome: first international consensus statement.
Pexum neperiany: https:/pubmed.ncbi.nlm.nih.gov/27585961/

6. Francisco Cammarata-Scalisia, Michele Calleab, Frances
Stocke, Valentina Zambitod, Angela Sparagoe, Andrea Riccioe.
Sindrome de Silver-Russell. Aspectos clinicos y etiopatologicos de
una entidad ejemplo de impronta gendmica. PexaiM nepersisiay:
https://pesquisa.bvsalud.org/portal/resource/pt/biblio-1116915

Jacriska L. B.
KAHIWAAT MEIHYHUX HAYK, TOLEHT,

JIOLEHT Kadeapu neaiaTpii Ta MEAUYHOI FeHETUKH

Bykosuncvruit Oepoicasruit MeOuunuil yHigepcumem
m. Yeprigyi, Yrpaina

BMIIAZXOK CIIIHAJILHOI M’SI30BOT AMIOTPO®Ii
KYT'EJBEEPTA-BEJIAHIEPA V TUTHHH
B PE3VJBTATI AEJEINI TEHY SMN2

CnagkoBi cmHanepHi M’sa30Bi  atpodii (CMA) - reHeTHYHO
reTepOreHHa rpyna 3axBOpIOBaHb, 4Ka XaAPakTEPU3IYEThCA TPOTpe-
CYIOYOIO JIETE€HEepalli€ro Ta 3arudesTio pyXoBUX HEHPOHIB MepeHiX
pOTiB CHHUHHOrO MO3KY, a Yy psJi BUNAAKiB isfgep cToBOypa
FOJIOBHOI'O MO3KY, L0 NPU3BOAMTH JAQ INOCTYIIOBOIO PO3BUTKY
CUMETPUYHUX KBONMX TapalliviB Ta aTpodii MonepekoBo-cMyTacTol
MYCKYJNaTypM, SIKICHOIO MEpPepOKEHHST BIATIOBIAHUX M S3iB Ta
3HIDKEHHS iX enekTpo30yansocTi. Ha nomo npoxcumansrux CMA
IV tuniB npuxoantees 85% ycix i3onpoBaHuX (HOPM 1Ii€i TpyIH
3aXBOpIOBaHb. [le — oj1He 3 HAHOIIBII YaCTHX ayTOCOMHO-PELECHBHUX
3aXBOproBaHb. [TOWHPEHICTh 3aXBOPIOBAHHS 3HAYHO KOJIMBACTHCS BiJl
1 Ha 1000 no 1 wa 200 000 naceneunst, 1 Ha 6000 - 1 wa 10 000
JKUBOHAPOILKEHUX, HACTOTa HOCtHCcTRA — 1/40-1/60.

Yci kniHIYHD GOpMH 3aXBOPIOBAHHA KapTOBAaHI Ha KOPOTKOMY
miedi Xpomocomnu 5 B «rapsuiii» obnacti 5q12.2—-13.3. Tak 3BaHuit
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aokyc CMA dBilisie co00r0 BEUKUH 1HBEPTOBAHUHI NOBTOp, AKHUI
MICTUTB, IK MIHIMYM 4 I'éHH, MyTalll B IKKX MOXYTb TPU3BOANTH
1o po3sutky CMA ab0o YHHHTH MOAU(IKYIOUMI BIJIMB HA BAXKICTh
naHoro 3axBoproBaHHs: SMN, NAIP, SERF1A (H4F5) ta GTF2H?2
(BTF2p44), XxO0XHUH 3 SKUH TIpeICTAaBICHUI TEJOMEPHOIO Ta
HEHTPOMEPHOIO KomisAMHU. [[o BUHUKHEHHSA TpokcuManbHux CMA
NpU3BOIATE MyTallil B TeNOMepHiH komii reHa SMN, axull komye
6iNOK BIDKWBAHHS MOTOHeHpoHiB (survival motor neuron).
MynsTudyHKUiOHaNLHUNH Oi0K, 34YMTAHMIl 3 ULOTO TeHa, Heob-
XUIHHHA A8 pO3BHTKY Ta KUTTENIANLHOCTE GaraThbox OpraHiaMis,
BKJIFOYAOYH  JIFOAMHY.  3aBAJKM  NPOTSXKHIA  1HBEpTOBaHii
AyIUTIKauii, o Maja Micue IMoHaX 5 MiNbilOHIB POKIB TOMY Mepen
HOALIOM JIiHIT JHOAWHU 1 IIMMIAH3e, i MOJANbIIOTO MYTYBaHHA
(BiIoMO, MO VY JIOAMHU B pe3yabTari Aymiikauii reda SMN]
yTBOpUBCS reH SMNZ), ofHI€I0 3 yTBOPEHHUX TaKHM YHMHOM KOIIiH,
y JIOAUHU CTano [ABa MeHH, siKi jiokanizoBaHi B obOnacrti ql3 n'arol
XPOMOCOMH — TenoMepBuil (SMN] abo SMN!) Ta UeHTpoMIipHUI
(SMN2 abo SMNc), BianosimHO o iX po3rawyBaHHs. [ xoua i
T€HU MaloTh Maifxe MoMibHy OyNOBY, KOKEH 3 HUX MPOAYKYE pPi3HY
KUIBKICTh aJIbTEPHATHBHO CIUIaHCOBAHUX TPAHCKPHIITIB: OCHOBHUM
noxiaHuM SMN/] € TpaHCKpUIIT MOBHOI JOBXKHUHU, TOAI SIK OCHOB-
HUit TpaHCcKpUNT SMN2 — e TpaHckpunT 63 eKk30ny 7.

Y nepeBaxnol (95%) Oinbwocti nauieHtis 31 CMA SMN/-ren
AeneuiiHo 3MiHenud abo BixcytHid. I'en SMN2 B Oinbluomy
CTYyIeHI CHYry€ B SKOCTI NIATPUMKH Ta BUpPOOISE HEBEIUKY
KUIBKICTh O1J1Ka. 3aBOAKH HeCTaOiNbHOCTI perioHy, B AKOMY JIeKaTh
renn SMN, rem SMN2 moxe Mmatu kineka xomid. [lpuGnnzHo
y 80% nronedl B momynAwil 3aranoM crnocrepiraeTbed 1-2 Komii.
VY nanieHTiB i3 CMA pi3HOMaHITHICTh KiNbKOCTI Koriil rewa SMN2
HabaraTo Ounblia iMoxe BapitoBatH BiA | mo 6 xomiil. OTxke,
MOKHA TIPUITYCTUTH, LItO YuM OuIblle Yucno konii rena SMN2, tum
BUIla eKclpecida ToBHOUWIHHOro Ginka SMN, mnpoxykoBaHoro
LIEHTPOMIPHUMH KOMISIMU TeHa, | TUM M’ ATmHH (EeHOTHI 3aXBO-
proBaHHs. [lokazaHo, 1O NMauwieHTH 3 THKKOX dopmoro CMA Tuny
[ maroTe Bin 1 mo 2 xomii rema SMNZ, y OGUIBLIOCTI TIALIEHTIB 3i
CMA tuny II ren SMN2 npencraBienuit 2—3 korisMu, a 6inbwicTb
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xpopux Ha CMA tumy III mae Bix 3-4 no 5-6 konidl reHa SMN2.
B 6inbluocTi AiTepaTypHUX AXKepen ONUCAaHO BHUIIAJKH Aeelil reHa
SMN2 y roMmo3urotHoMy ctani y 5—-10% 3noposux moneit. Ilopsa
3 UMM, TIOBIAOMJIAETBCA TakoX npo Bunaaku CMA y nmamieHTiB
B pe3yJbTaTi Takol X MyTallii.

CmuaneHa M s30Ba atpodid, tun I (xBopoba Kyrenawpdepra-
Benangepa) BiAPI3HAETBCA B4 IHIWMWX THIIB OUIBII  TI3HIM
po3BUTKOM | HalfGinelr  pobposikicHum  nepebirom.  [etanbHo
onucana B 1956 p. wseliuapcekumu nikapsmu E. Kyrens6eprom
i JI. BanangepoM, B yecTk AKUX i OyNia Ha3BaHa. PyxoBa akTHBHICTb
Y BHYTpIlUHBOYTPOOHOMY [epioAi MOCTAaTHS, M[pH HapOJKEHHI
IUTHHA 3J10poBa, Ne0IOT CHUHAPOMIB CTAEThCt MK 2-M Ta 15-M
pokoM KUTTA. BigoMi okpeMi BUNaAx¥ OUIBII MI3HBOrO AeDIOTY
y Bili 14-30 pokiB. Touni nani npo nowupeHicte CMA Il tumy
IIOKH BiICYTHI. 3’ABNA€TLCA HecTiliKa Xo/a i3-3a MPOKCHMAIBHOIL, a
3 BIKOM i AMCTallbHOT M’s130BOi  cnabkocti B Horax. IloBuibHO
BTpayaroTbCsl PYXOBI HaBWYKM. llopyuwieHHa camocTifiHOl Xoau
BiaMigaeTeest 3 10—12 pokis. PossusatoTbes mncepiorineptpodil
TOMIJIKOBUX M’A3iB, IO HacTO TPU3BOJAMTE [0 IOMHJIKOBOI
JglarHocTHky miogucTpodii JroweHHa. 3axBopioBaHHS nepedirae
NOOpOAKICHO, Tporpecyc Ayxe NOBiNLHO. KHTHLL BpaxatoThes
misHime. M’ sg3u o0aHY4s MOXKYTh OyTH ocnadiieHi, ajle pyXu OUHHX
A0IyK 3aBKIAU B MOBHOMY o0cs3i. ByasbapHi mopylleHHa Hexapak-
TepHi. [pUONM3HO y NONIOBUHM XBOPHX MOXYTh PO3BUHYTHUCH
KiCTKOBI Aedopmanii, 3piika — CyXOXHIKOBI peTpakLii Ta KOHTpak-
Typu B cyrnofax. CyxoxuikoBi pednexcu 3 ocnabiaeHMX M si3iB
BiZcyTHI aG0 3HA4HO MNpHrHiyeHi. MoxKBa gepopMalisa xpedta.
Yacto peectpyeTbes paclMKyIApHU TpeMop kucteil. [lepovep-
roBe 3HAYEHHsS Ma€ BUABJICHHA IeHETHWHUX MyTaliil. KoHueHTpa-
uist KOK Moxe nepeBUlyBaTH BEPXHIO MEXY HOPMHU y 2—4 pasu.
Y nonoBuHu xBopux npu EHMI  peectpyeTbes  crnioHTaHHa
AKTUBHICTL (hacuMKyasaLiT, GIOpUNALIT TA MO3UTHUBHI FOCTPi XBUITI).
[Tpy Hampy3i M’43iB BIAMIYAETbCA NIABWINCHHA aMIUTITYAM Ta
nojicdasis, 3GUIBWIEHHS TPUBAJNOCT! Ta 3IHMXKEHHSA 4YHWC/IA TMOTEH-
LiajliB pyXOBUX OXHMHULG. JIpoBeNeHHs MO HYYTIMBUX BOJIOKHAX
3aBXAM B HOpMi. I1IBUAKICTE MPOBENEHHS TIO PYXOBHUX BOJIOKHEX
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IIpH TpUBAJIOMY Hepedi3i 3aXBOPIOBAHHS MOXKe 3MEHIUYBATHCA.
«30J0TUM cTaHAapToM» aiarHocTiki CMA € reHeTuyHe TecTy-
BaHHA. Y 95% mnanienTiB 13 CMA peecTpy€Thbesl JAenellis reHa
SMNI, mo npu3BOAKUTE J0 CYTTEBOI BTpaTH Oinka. Brpara ex3oHy 7
Moke OyTu pesynbTaTom Jeneuii abo ayrunkauii 840C-T, ski
SMNI nepetBopiotots Ha SMN2 (reHHoto KoHBepciero). Brpata
SMN1 Taxox MOXe CTaTUCd B pe3ylbTaTi BeJukuX aeieuiii abo
TOYkoBUX MyTauii. JiarHo3 CMA MoXXHa NMiATBEPAUTH ILJISXOM
BUABICHHS aenseuit 7-ro Ta/abo 8-ro  exk3ony rewy SMN/
6 romo3urotHomMy crtani. CMA III tuny notpelye audepeHuians-
HOI JIarHOCTHKM 3 MPOrpecylouord M’A30BOK aucTpodicio Epba-
Pora 1 JiowenHa, mni3HbOI0 (opmoro amioTpodii BepnHira-
I'oppmana, BpomkeHoi Mionartieto, 6 iYHUM aMiOTpo(iuHUM CKIe-
po30M, THiKOreHo3oM V Tumy, cuHapoMoM MapdaHa, JUTAYUM
LepebpanbHUM NapaivyeM, nojioMienitoM. IlatoreneTnyna Teparnis
He po3pobiiena, BeAyThCs IOMYKH epeKTUBHUX METOAIB JIIKYBaH-
Ha. [IpoBoAHTECA KypcOoBa CHMIITOMAaTH4yHa Tepallis, CApAMOBaHA
Ha MONiNIIeHHs MeTafoMNi3My HEpBOBOT TKAHWHM 1 (PYHKLIOHYBaHHSA
ypakeHNX HEPBOBO-M’30BUX CTPYKTYP.

Kniniyuuii npuknas Bumajky CniHalbHOT M’ S30BO1 atpodil, THIT
Il (xBopoGa KyrennoOepra-Bemannepa). Jlo nikaps reHeruka Ha
KOHCYJIbTALli0 3 sdBWJAacs MaTH 3 JeB’STHPIYHUM XJIOITYHKOM 3a
HanpaBfeHHAM BiI Jikaps HeBponora. Ckapry 6aTbKiB Ha TIOpYIIeH-
HA XOAM Yy XJOM4HKa, ciabkicTh B HOrax. 3 aHaMHe3y BIAOMO, WO
XJIOMYHK BIJ MEPLIO! BariTHOCTI Ha (OHI 3arpO3u BHUKMIHS, aHEeMil,
NEPIOANIHMX 3HENPUTOMHEHD TiJ Yac BariTHOCTI; 3a AaHuMu Y3]1 —
o6ButTa nynosuHow. Obctexxenna Ha TORCH-iHgekii: BUsSBIEHO
mycoplasma hominis. Jlonoru 1836 Twx. camocriiiHi B ymMoBax
LPJI. CnagxoBicTh Mo JiHIT MaTepl Ta 0aThka OOTIKEHA CepleBO-
CYIMHHOK NATONIOTIEIO Ta OHKOoNaTo o e, [Tpy HapomkeHHi Bara —~
2300 r, norxuna —~ 46 cM, 00BIA ronoeu — 30 cM, OOBIX MOTPYALS —
29 cm. Outnka 3a wkanoto Anrap —7-8 Ganis. [licns HapobxeHHs —
eMnizo/ armHoe 3 UiaHo30M. JIUTHHA NepeBesieHa B NajaTy iHTEHCHBHOL
teparntii. ['ogyBascs uepes 306 4. [Ticsis HApOHKEHHA MATH 3 JIMTUHOIO
nepesefeHa B O0nacHy AMTAYY KIIHIYHY JikapHio M. YepHiBui.
Jliaruo3 npy nocTyruienHi y siaainedns [I-ro etany BUXOIKYBaHHS



HeloHoweHux Aireit  «Henowomenicte 36 Tk,  Mopdo-
¢yukuionaneHa He3pimicte HHC. KoH’rorauwiifHa SKOBTSHHIIA.
I'inokcuuno-imeMiuHe ypaxedHs [[HC, roctpuit nepioa, cuHIpoM
npurHiueHHss IJHC». 3 6 pokiB, konu cTaBcs NMepluMid cyaOMHHMH
Hanajd, AMTUHA 3HAXOAWNacsl Mil CHOCTEPEKEeHHSIM HEBPOJIOTiB,
NEePIOANMHO  TPOXOAMJIa  CTAWIIKYBaHHS Y HEBPOJOTIHHOMY
BigauieHni JIIT3 M. YepHiBLi 3 npuBOAY reHepanizoBaHO! eninencii.
MPT ronoBHOro MO3Ky — areHesis Mpo3opol MEePeTUHKH, MePUBEH-
TPUKYJIpHI KanpuuHatH. EHMI™: o3Haku noninedponatii. ¥ 2018 p.
JUTHHA MPOXOAMJIA CTAIUIIKYBaHHA, aiarHo3 npu eunucui «I[lopy-
weHHs oOMIRy pedyosuH? Cumnromarnysa enisencis. [lonineiipo-
naris. Bropunna makysonaris o6ox oveil. Enipetunansauii §iGpos.
Kiporuuna nedopmaiisa rpyaHoro Biaury xpedrta, cCKoJi03 rpyao-
nonepexkoBoro Biaaury xpebra I ct., BabrycHa aedopmMartist HIKHIX
KIHLIBOK, TUIOCKOBAJILTYCHI CTYNHI I cTynieHs. Y 3B’ 543Ky 3 MiJ03polo
Ha MOpyLIeHHd OOMIHY pedoBHH, IUTHHa ©Oyna CchnpsMoBaHa
B XapKIBCbKUN MikoGnacHUi creuianizoBaHMi MeJUKO-FeHeTUYHUH
ueHtp — LleHTp opdannnx 3axBoproBaHb. JI0o OCHOBHOTO MAiarHO3y
nogasmcs  CnolyyHOTKaHMHH2 — AWCInasis.  AMiHOoauWaonartis.
[Topyuienns MinepansHoro ooMiny. Jediuut Bitaminy . V 2021 p.
AUTHHA OyNa OrMIfHyTa NIKApeM HEBPONOroM, AKWI Ha TIiACTaBi
CKapr Ha LUBUAKY BTOMJIIOBAHICTH fIPU HE3HAUHOMY HABaHTaXKEHHI,
TPYAHOWII NMpH Tigiomi o cxoaax, ciabkicThb, COHIMBICTE, JAHWX
orNAny (nedopmalis MIEHOBOrO MOACY, KOHTPAKTYPH TUICHOBUX
Cyrno0iB) Ta HEBPOJIOTIYHOTO CTATyCy (He MOXe NMPHUCICTH, BCTaBaTH
Ha I ATH, MIJHSATH PYKU 10 BEPTHKANBHOrO NOJOXKEHH) BC TAHOBUB
MiomaTU4HUH cuHApoM Ta 3anigo3pus CMA  Ill-ro Tumy.
bioxMI4HUil aHasi3 KpoBi: cedoBa kucaoTa — 118 MMonw/i (HopMa —
202,3-416,5), rmokoza BKposi 3,7 Mmons/1 (Hopma 3,9-5,9),
KpeaTuH(pocPokiHaza 3aranpHa (cupomatka)— 209,5 U/l (HopMma —
Hibkde 190). EHMI: WBHAKICTE pPO3MOBCIOIDKEHHSA 30YIKEHHS
MOTOpHA HIDKHIX KiHUiBOK: nn.Peroncus, tibialis, dex — 3HauHe
SHUKEHHS, Sin— [OMIpHe 3HWKEHHS aMIUITYAM AHCTanbHOL
M-signosiai; HIP3M — mexxa HopMu. Cuia CKOpOYEHb QMCTaABHUX
M’A3IB: pPO3THMHAYIB CTONM CMpaBa — MiHIMalbHa CKOpOTJIVBA
3AATHICTh, 3J1iBa — 42%, 3ruHadiB cTonu cnpapa — 20%, 3iiBa — 32%
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HOpMU. MoneKkynapHO-TreHeTHYHe JOCJHIDKEHHS: He BHSBICHO
aenewiif 7-ro Ta 8-ro ex3oHiB reHa SMN/ ta 5-ro ex3oHy reHa NAIP
B FOMO3UIOTHOMY CTaHi. BusiBneHo aenenito 7-ro ex30oHy reHa SMN2
B TOMO3U-FOTHOMY  cTaHl, sKka MoOxe Oyt  acolilioBaHa
3 AUCTANBHOKW amioTpodieto. BceTaHoBlneHo aiarHos «ChiHallbHa
M a3o0Ba atpodis, Tun llI-ro (xBopoba Kyrenwbepra-Benanaepa)y.
PoauHa oTpumana pexkoMeHAAlll OO0 MOAAIBIIOrO JIiKYBaHHS
OUTUHY, TMJaHYBaHHSA HaCTYNHHMX BariTHOCTeH Ta TMpeHaTabHOI
aiarsoctukn CMA.

Hamu omucanuit Bunagox BpomkeHoi CMA [Il-ro Tumy
3 Ae0I0TOM 3aXBOPIOBAHHA Y WIKUBHOMY Billi, NPOrpecytouuM
nepebirom. [Homosorosa JIHK-giarhoctuka CMA  0AHOYACHO
NPAMUMH Ta HENnpsiMUMM METOAAMH RO3BOJINTH 3HHM3UTH PU3HK
HAPOJKEHHST XBOPOI AMTHHM Ta PaHO PO3NOYATH NMAaTOreHETHUHY
TEpanio 3aXBOPIOBAHHS.
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