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AHHOTALMUA

BeseaeHnune. Mykononucaxapmgos IVA Tuna (cuHapom Mopkno) — aTo reHeTmuyeckoe 3aborne-
BaHWe, oTHOocCALleeCd K pedKM JIM30COMHbIM oones3Ham HakonneHus. M3-3a penkKocTn 3ToT
CUHAPOM [MarHoCTMpyeTCcs AOCTATOMHO MO3A4HO, KOrga YXe UMEeKTCs rpybble M3MeHeHUus
CO CTOPOHbI OMOPHO-ABUraTENbBHOIO annapaTta U LLeHTparibHOW HEPBHOW CUCTEMBI, NPUBOASA-
wune K nuBanngnsaumm n BblpaXXeHHOMY CHUXEeHUI0 KadecCcTBa XXU3HWN. Ha CeFOAHﬂLIJHI/IVI AeHb
CcyllecTByeT 3amecTuTernbHas Tepanna PeKOMOUHAHTHbIM (PEPMEHTOM — YeroBEYECKOWn
N-aueTunranaktTo3aMmunH-6-cynbgartason (3nocynbdasa anbda).

OnucaHue KNMHUYECKUX criy4vaeB. [MaumeHTbl, poaHble 6paT n cectpa, 10 u 8 net cooT-
BETCTBEHHO, MOCTYNUMK ¢ xanobamu Ha oTcTaBaHue B pocTe, AedhopMaLmnio NO3BOHOYHNMKA,
rPYOHOW KIETKWU, CYCTABOB, CHWKEHWE CrlyXa M OCTPOTbl 3PEHUs, MIOXY NepeHOCUMOCTb
pun3nyecknx Harpysok. I3 aHamHesa M3BECTHO, YTO Yy Marsbynka NepBble NPOSsIBIEHUS 3a-
GoneBaHUs NOSBMIMCb Ha NEPBOM TFOAY XW3HUW, B AanbHelLweM nporpeccmupoBanu, Habnto-
Jancst ¢ AnarHo3om «crnoHaunoaucnnasusiy. YMCTBeHHOe pa3BuTue He cTpagano. AuarHos
BepudULMpOBaH TOMNbLKO B Bo3pacTe 7 neTt B dhegeparibHOM rocy4apCTBEHHOM aBTOHOMHOM
yupexaeHun «HaumoHanbHbIi MeOULIMHCKUIA UCCreoBaTeNbCKUA LLEHTP 340P0OBbs AeTeny
MwuHuctepctBa 3gpaBooxpaHeHus Poccunckon ®epepauum (Pray «HMUL 3poposba [e-
Ten» MuH3gpaBa Poccuu), rae B pesynbrate MOSMeKyNspHO-reHeTUYeCKOro nccnegoBaHns
Obinu BbifBeHbl 2 myTauun B reHe GALNS (g.88909227 C>A n g.88884454G>A B retepo-
3UrOTHOM COCTOSIHUK), @ NPU IH3MMOOMArHOCTUKe — pe3Koe CHUXeHne akTuBHocTu N-aue-
TUNranakTosamMmuH-6-cynbdartasbl. PerynspHyio 3aMmecTuTenbHyl0 Tepanuio (anocynbgasa
anba) Manbymnk cTan nonyyatb C 8 nert.

Y Mnafuwen cecTpbl B Nepuoae HOBOPOXAEHHOCTU KapAuoMeranus, He UCKYanucb Bpo-
XXOEHHbIA KapauT 1 KapguomuonaTtus. MIameHeHnst co CTOPOHbI ONOPHO-ABUTraTesflbHOro an-
napata nosiBunumcb k 3—4 rogam. /I B Bo3pacte 5 net, 04HOBPEMEHHO C GpaTOM, BbISIBIIEHbI
Takue xe MyTaumm B reHe GALNS u peskoe cHWXeHue akTMBHOCTM N-aueTunranakrosa-
MUH-6-cynbdartasbl. A perynsapHylo 3aMecTUTENbHYH Tepanuio AeBoYka cTana nonydartb
c 6 net. Ha cboHe gaHHOM Tepanum OoTMEeYeHa NonoXnTenbHaa gMHaMuKa: EeTWU cTanu ak-
TMBHEeE, yBenMYmnach MbllLeYHas cuna, 3Ha4nTeslbHO CHU3UNCh TEMMbI MPOrPeccnpoBaHuns
N3MEHEHWNIN KOCTHO-MbILLEYHOWN CUCTEMBI.

3akntoyeHue. [NpeacrtaBneHHble KNWHMYECKME chnyvan cuHgpoma MopkMo nokasbiBatoT
CIOXHOCTb M JONMMA NyTb ANArHOCTUYECKOro noncka. Ha coBpeMeHHoOM aTane cylecTByeT
3aMecTuTeNbHaAa Tepanusl, NO3TOMY HEOOBXOAMMO Kak MOXHO paHblUe BbisiBUTb 3abonesa-
Hue. A Npu CBOEBPEMEHHO HavyaTon Tepanum 3aboneBaHne He NporpeccupyeT, yrny4dllatTcs
KayecTBO U ANUTENbHOCTb XXM3HU NaLNEHTOB.

KnroueBble cnoBa: mykononucaxapugos IV A tun, cuHgpom Mopkuo, geTtn, NnM3ocomHas
6onesHb HakonneHus, PepmMmeHTHasa 3amecTuTenbHasi Tepanus
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MUCOPOLYSACCHARIDOSIS TYPE IVA IN CHILDREN: GLINICAL CASES
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Kuban State Medical University,
Mitrofana Sedina str., 4, Krasnodar, 350063, Russia

ABSTRACT

Background. Mucopolysaccharidosis type IVA (Morquio syndrome) is a rare genetic lysoso-
mal storage disease. Due to rarity, the syndrome is typically diagnosed at a later stage of gross
affections of musculoskeletal and central nervous systems, leading to disability and a markedly
reduced quality of life. A replacement therapy is nowadays available with recombinant human
N-acetylgalactosamine-6-sulfatase (elosulfase alfa) enzyme.

Clinical cases description. Two siblings, 10-yo male and 8-yo female, were admitted with
complaints of growth retardation, deformity of the spine, thorax and joints, impaired hearing
and visual acuity, poor tolerance to exercise. In the boy’s medical history, first manifestations
appeared in the first year of life and progressed gradually; the patient was being observed as
spondylodysplastic. Mental development was unaffected. The diagnosis was confirmed only by
age of 7 at the National Medical Research Center for Children's Health Federal State Autono-
mous Institution of the Ministry of Health of the Russian Federation. Genotyping revealed two
SNP mutations in gene GALNS (g.88909227C>A and g.88884454G>A in heterozygous state),
and enzymatic assays — a severely reduced N-acetylgalactosamin-6-sulfatase activity. A rou-
tine elosulfase alfa replacement therapy has been received since 8-year age.

The younger sister had neonatal cardiomegaly; congenital carditis and cardiomyopathy not
excluded. Musculoskeletal affections developed by age of 3—4 years. By age of 5 and simul-
taneously with brother, the same GALNS mutations and severely impaired N-acetylgalac-
tosamine-6-sulfatase activity were detected. A replacement therapy has been routinely re-
ceived since 6-year age. The therapy triggered positive dynamics of restoring activity and
muscle strength in both children, as well as significantly abating the musculoskeletal affection
progress.

Conclusion. The clinical cases of Morquio syndrome presented demonstrate its long-term and
complex diagnosis. A replacement therapy is nowadays available, which warrants an earliest
disease detection to halt progression and improve the patient’s life quality and expectancy.

Keywords: mucopolysaccharidosis type IVA, Morquio syndrome, children, lysosomal storage
disease, enzyme replacement therapy
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BBEOEHUE

Myxkononucaxapugosel (MINC) — aTo rpynna pea-
KMX FIM30COMHbIX BOnesHen HaKommeHusi, KoTopble
obycnoBneHbl HapyLlleHneM obMeHa rMKO3aMmHO-
rnvkaHoB (FAT). MpuunHown kaxgoro MIMC aensetca
reHeTu4eckn obycrnoBMneHHbI aeduuunT onpee-
MEHHOro NM30COMHOr0 (bepMeHTa, y4acTBYHOLLEro
B paspywenun Al [1].

B nutepatype onvcaHo 7 tunoB MIIC, koTopble
Ha3BaHbl B YECTb YYEHbIX, BNepBbl€ OMMCaBLUNX 3TU
3abonesanus. MIC | Tuna: cuHgpom Nypnepa, cuH-
apom lNypnepa — Lewe, cuHgpowm LWene; Il Tuina —
cnHapom XaHtepa; Il Tuna — cuHgpom Candoumnumn-
no A, B, C, D; IV Tun — cuHapom Mopkwno A, B; VI
T™Mn — cuHgpom Mapoto — Jlamu; VII Tun — cuH-
apom Cnan un IX Tun — cnHapom Hatosuke [2, 3].
B ocHoBHOM MIIC (kpome MIIC Il Tna) HacnegytoT-
Csl MO ayTOCOMHO-PELECCUBHOMY TUMY U C PaBHOW
4YaCTOTOM BCTPEYalTCH Yy MarnbyYMKOB U [OEBOYEK.
MIC 1l Tuna — 3T10 X-CLUENMEeHHOEe peLIECCUMBHOE
3aboneBaHne, KOTOPOEe Pa3BMBAaETCH Y Marb4yMKOB,
XOTS B nuTepaType OnucaHbl OTAENbHbIE Cryyvau
ny nesouexk [1].

Hakonnenne Al B nn3ocomax pasninyHbiX TKa-
HEeWM COMpoBOXAAEeTCA pas3HOOOpasHbIMU CUCTEM-
HbIMW MPOSABIEHUSAMW: MOPaKEHNEM OMOPHO-ABU-
raTenbHOro annapaTta, cepaua, HEPBHOW CUCTEMBI,
opraHa 3peHusl u criyxa u gp. 3To NpMBOAMUT K Npo-
rpeccupyowemMy yxXyaweHno yHKLMN BHYTPEHHMX
OpraHoB, TSKENOMY TEYEHUIO N HEBNaronpusTHOMY
NMPOrHo3y 4alle BCEero B AETCKOM WM MOOPOCTKO-
BOM Bo3pacTe [4, 5].

B Haliem KnuMHU4ecKoM criyyae Mbl NpeactaBng-
em nauuneHtoB ¢ MIMC IV tuna (cuHapom Mopkumo).
Bnepsble ero onvcan B 1929 rogy negunatp us Ypyr-
Bas Jlyuc Mopkmo. OH coolLwmn o YeTbipex LBea-
CKUX OpaTbsix U CecTpax C YHMKaNbHOW CKENeTHOW
aucnnasuen [6, 7]. MIMC IV Ttnna Hacnegyetcs
ayTOCOMHO-pELIECCMBHBIM NMyTeM. YacTtoTa CuH-
apoma Mopkuo B nonynsiumm coctaengeT 1 Ha 76—
216,4 Tbic. yenosek [3, 8].

MyTtaumm B reHax GALNS u GLB1, nokanmso-
BaHHbIX Ha 16924.3 n 3 p22.3, BeOyT K CHUXEHUIO
aKTMBHOCTM NM30COMarnbHbIX (hepMeHTOB ranak-
To3amMuH 6-cynbdat cynbdarasel (MIC IV Tun A)
n B-ranakto3ugassl (MMNC IV tun B) [2]. Mpu gax-
HOM Tune 3aboneBaHWs NPOUCXOOUT aKTUBHOE
akkymynupoBanve [All — kepaTaH cynbdata
[6]. N3BecTHO Gonee 200 myTauun, dopmupyto-
wwux MMC IVA Tuna n 22 mytauuu, npusoasLime
k MIC IVB Ttuna [2].

Onsa cuHopoma Mopkuo xapakTepeH KOCTHO-CY-
CTaBHOW (peHOTUM: NMPENMYLLECTBEHHO NMopakaeTcs
KOCTHO-CyCTaBHasi cucTema B BUAE MHOXECTBEHHO-
ro AM30CTO3a, CKENeTHOWN Aucnnasvnm (BarnbrycHas
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Aedopmaums HIXKHUX KOHEYHOCTEN, «KUNEBMOHas»
rpyaHas knetka, BecrnoobpasHble pebpa, kudo-
CKONMO3, HEeCTabuNbHOCTb aTnaHTO-aKCuarbHOro
coeguHeHunsl), rMnepMobunbHOCTU CyCTaBHO-CBS-
304HOro annapara [5, 7, 9, 10]. MHTennekTyanbHoe
passuTue geten ¢ MIC IV Tnna He cTpagaeT [2].

[nsa natoreHeTnyeckon Tepanum MIC IVA trna
c 2014 roga NpUMEHSIOT PeKoMOMHAaHTHYK dop-
My depmeHTa 4ernoBedyeckon N-aueTunranakro-
3aMuH-6-cynbgaTtasbl — anocynbdaldy anbda [7,
11, 12]. B HacTosiwee Bpems 3TOT npenapaTt uc-
none3yetca B CLUA, eBponenckux ctpaHax v gpy-
rmx pasBuTbIX CTpaHax. B Hallen cTpaHe anocynb-
¢asa anbga npumensetcsa ¢ 2014 roga. CornacHo
WHCTPYKLUK 3TOT nNpenapaT BBOAUTCS BHYTPUBEHHO
KanenbHo u3 pacyeta 2 mr/kr maccel Tena 1 pas
B HeZento.

Onocynbdasa anbga, Kak npaBunno, HasHavaeTcs,
Korga yxe mmelTcs rpybble u nporpeccupyoLlimne
aedopmaumm  onopHoO-ABUraTenbHOro annapara,
M3MEHEHNS CO CTOPOHbI BHYTPEHHNX OpraHoB. TemM
He MeHee MHOTOYUCNEHHbIE NCCneaoBaHNS Nokasa-
nn 3EKTUBHOCTb AaHHON Tepanuu: 3Ha4YnMTeNbHO
3aMefnsnoch NPOrpeccupoBaHne CKeneTHbIX n3me-
HEeHWN, ynydwanucb ApuratenibHasg CrnocoBHOCTb
M Ka4yeCTBO M3HKM naumeHToB [12, 13].

B 2014 n 2016 rr. nosBMnIMCb NepBble Nyobnuka-
umm 06 ycnewHom ansioreHHoW TpaHcnaaHTauum
KOCTHOro Mosra 6onbHbIM ¢ cuHgpomom Mopkwo [7].
lMoka aTo eguHWYHbIE HabnaeHWs, HO A eKTMB-
HOCTb 3TOrO feYeHns Heocnopuma — y nauneHToB
TaKkKe 3Ha4YMTENbHO CHWDKaNMCb TEMIMbl MPOrpeccu-
poBaHus 3aboneBaHus.

KNMUHUYECKUA NPUMEP Ne 1

UHdopmaumsa o naymeHTe

MaumeHt N., 10 net (2011 roga poxgeHus), Ha-
Ontogaertcs B negnaTpmyeckoM oTaeneHun rocyaap-
CTBEHHOr0 GHOIKETHOro ydpexaeHust 3gpaBooxpa-
HeHusa «[leTckas ropoackas KnuHuyeckas bonbHuua
r. KpacHogapa» MwuHucTepcTBa 34paBOOXpPaHEHUS
KpacHopapckoro kpas (FBY3 «OIKB r. KpacHo-
aapa» M3 KK). B mapte 2021 roga B nnaHoOBOM
nopsiake MOCTyNuIN B OTAENEeHue AN KOHTPOSb-
HOro oGcrefoBaHNst U 3aMeCTUTENbHON Tepanuu.
[Mpu nocTynneHnn oTMevanucb xanobbl Ha 3agep-
XKy (pr3myecKkoro passmTusa U HA3KUI pocT; aedop-
MaLMo MO3BOHOYHMKA, PYAHON KINETKN N CYCTaBOB;
CHWDKEHWE CryXa; CHIKEHME 3peHus], MIoxXyto nepe-
HOCMMOCTb (hU3NYECKON HarpysKku.

AHamHe3 3abonegaHus. C poXxaeHus y manbeymka
oTMeYanucb 0COBEHHOCTM (PEHOTMMA: YKOPOYEHME
Len, pasBopoT pebepHon Oyru kHapyxu, aedop-
Mauund pr,lJ.HOI7I KNEeTKn, aCuMmMeTpua AroanyHbix
cKragok, gedopmMaumnsa nyyesansdcTHbIX U NACTHO-
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dranaHroBbIX CycTaBoB, AUdy3Haa rMNOTOHUS.
OcwmoTpeH optonegom B 1 Mecsu, naTonorun Bbl-
sBNeHo He 6bino. Ha Oxo-KIM BbisBNEHO OTKpbITOE
oBarbHOE OKHO WM YNIIOTHEHWE CTBOPOK KramnaHoB.
B BospacTe 1 roga B CBA3M C NpOrpeccMpoBaHneM
Kndpotmnyeckom gecopmarMm N03BOHOYHMKA U Barb-
rycHomn fecopmauumn HUXKHNUX KOHEYHOCTEN NOBTOP-
HO KOHCYNbTMPOBaH OPTOMNEAOM MO MECTY XuTenb-
CTBa W BbICT@BMNEH AMarHo3: CroHAMNIoauCNNasuns,
rpyoonosiCHUYHbIN Kndpockonmos |-Il ctenenn, gu-
cnnasus Ta3obedpeHHbIX CyCTaBOB, 2-CTOPOHHSASA
coxa valga, TOpC1OHHBIV NOABbLIBMNX FONIOBOK Beaep,
BanbrycHas ycraHoBka cton. C aTum guarHo3om oc-
MOTPEH reHeTUKOM K Bnepsble 3anogo3peH MIIC.
Ho npu obcnepoBaHum B MeOUKO-TEHETUYECKOM
KOHCYnbTaLUnn XapakTepHbIX M3MEHEHWU B aHanu-
3ax Mo4M (MOBbILIEHUE NIMKO3aMUHOTTIMKAHOB) Bbl-
SABMEeHO He 6bIno, peKkoMeHOoBaHO AMHaMU4eckoe
HabntogeHne. B cBA3M ¢ nporpeccMpoBaHneM opTo-
negmyeckon naTonornv B Bo3pacTe 4-X NeT nosTop-
HO KOHCYNBTMPOBAH reHeTUKoM. Takke obcnenoBaH
B dhegepanbHOM rocyfapCTBEHHOM BHOAKETHOM Ha-
YYHOM yupexgeHun «Hay4yHo-uccrnegoBaTenbCKun
WHCTUTYT peBmatosiornm nmenn B.A. HacoHoBom»
(PreHY HUMP um. B.A. HacoHoBoW), BbiCTaBneH
OMarHos:  CnoHAauno-anvdusapHas  Aucnnasus.
Kpome ToOro, maneyvk Habnogancs nop-spavyom
no moBoAy rvnepnnasnvM ageHouaoB, YacTbiX age-
HOMAMTOB M OTUTOB, TYFOYXOCTU, a Takke odTanb-
MOJSIOrOM MO MOBOAY CHWXKEHUSI OCTPOTbI 3PEHUs]
(acturmatnam). B ymctBeHHOM pa3BuTum pebeHok
He oTcTaBan.

B Bospacte 6 net (2017 rog) nosiBMnach MblLLey-
Hasi crnabocTb, cTan TepATb paBHoBecKe. [TOBTOPHO
KOHCYIbTUPOBAH EHETMKOM B MEOUKO-reHeTunye-
ckomn KoHcynbetauuum r. KpacHogapa. B cBsisu ¢ no-
nospeHvem Ha MMC IV u VI TunoB nccnegoBaHbl
rMYKO3aMUHOITIMKaHbl B MoYe (HOpMa), akTUBHOCTb
depmeHTOB apuncynbdarassl B, N-auetunranak-
TO3aMuH-6-cynbdatasbel 1 6GeTta-D-ranaktosngassl
(Bce B npeaenax Hopmbl). Kpome Toro, Obina npose-
AeHa 9H3MMoAmarHocTuka B naboparopum npu YHu-
BepcuTeTe B I. [ambypr (lepmanus), B pesynbrate
yero mcknodeHsl MIC |1, 1, VI n IVB Tunos. MeTo-
JOM TapreTHOro CEKBEHNMPOBaHUSA NPOBEAEH aHanm3
123 reHoB, OTBETCTBEHHbIX 3@ KOCTHYIO NaTosornio;
BbISIBNIEHbI HAPYLUEHWS1 HYKNEeOTUOHOW nocrenoBa-
TenbHocT GALNS: NM_000512: exon2: ¢.G131T:
p.G44V B reTepo3nroTHOM COCTOsiIHUKU. BToporo my-
TaAHTHOrO annensi He obHapyxxeHo. Ha ocHoBaHuK
aToro He ucknovanca MIC IV tun, ayTocomHo-pe-
LIECCUBHbIV TUMN HacnegoBaHus.

B unione 2018 roga B chenepanbHOM rocyaapct-
BEHHOM aBTOHOMHOM YyuypexaeHun «HaumoHanb-
HbIN MeaULMHCKUIA UCCrneaoBaTenbCkUn LLEHTP 300-
poBbsi aOeTen» MuHUCTepcTBa 34paBOOXpPaHEHUS]

122

2022 | Tom 29 | Ne 1 | 119-131

Poccuiickon ®egepaumm (Pray «HMULL 3gopoBbs
aeten» Munsgpasa Poccuu, . MockBa) npoBeaeHo
MOJEKYNSAPHO-TEHETMYECKOE NCCIeaOoBaHNE: BbIsIB-
neHbl HykrneoTuaHasa 3ameHa g.88909227 C>A B re-
TEPO3UTOTHOM COCTOSIHUM U HYKNeoTuaHasa 3ame-
Ha g.88884454G>A B retrepo3uroTHOM COCTOSIHUM
B reHe GALNS. Takxke Gbina BbINOrHEHa NOBTOPHas
9H3MMOAMNArHOCTUKA: BbISBNIEHO PE3KOE CHWXKEHMne
akTMBHocTM  N-aueTunranakto3aMmnH-6-cynbdara-
3bl (0,01, npu Hopme 0,5-10 mkM/n/yac). B cBsiau
¢ aTum Bbina npoBegeHa BpayebHas kommceus cre-
umanuctoB LleHTpa: BbicTaBneH guarHo3 MIC IVA
TAM U NPUHATO peLleHne, YTO MauMeHTy Heobxo-
ONMO MO XM3HEHHbIM MOKa3aHMAM Ha3HavyeHue
depMeHTO3aMeCTUTENBHOM Tepanuu npenapaTom
anocynbgasa anbda B 403€e He MeHee 2 Mr/kr/BBe-
OEeHNe eXeHeaernbHO NOXM3HEHHO. PerynspHyto 3a-
MECTUTENbHYK Tepanuio MauueHT cTan nonyyarb
Tonbko ¢ aBrycta 2019 roga B ycnosusx neguatpu-
yeckoro otgenenus NBY3 «[OIKbE r. KpacHogapa»
M3 KK. ®usmyeckoe passutne B 2019 rogy: poct
105 cm, Bec 17,5 kr, 4TO cooTBEeTCTBOBAnNoO 4 rogam
(npu nacnopTtHOM Bo3pacTe 8 feT).

AHamHe3 xu3Hu. Maneiuk ot || 6epemeHHoCTH,
| cpoyHbIX pogoB. bepemMeHHOCTb NpoTekana ¢ yr-
po30i npepbiBaHust B 4 Hepenu, ¢ obpasoBaHMEM
peTpoxopuanbHOM  remMaTOMbl, COXpaHsABLUENCSA
0o 34-n Hegenu. Mama nonydana TpaHekcam, Ako-
dacToH, coxpaHsitoLyo Tepanuio. Pogunca ¢ mac-
con 3970, onnHomn 56 cMm. 3akpuyan cpasy, no An-
rap 7/8 6annos. Pogunca ¢ 6negHon n oTeudHom
nynosuHon. MNnaueHta 6bina yBenuyeHa, otevyHas
N CO MHOXECTBEHHbIMW KanbuuHaTamn. OT npuBK-
BOK B pogaoMe Mama oTkasanack. BeinucaH Ha 4-e
CYTKW C AMarHo3om «3gopoBx». BakuyuHaums BLDK
Ha 20-1 OeHb B NONUKNUHWKE. [pyaHoe Bckapmnu-
BaHMe A0 3-x MecsiueB, Aanee cmelaHHoe. [lcu-
XOMOTOPHOE pPa3BUTUE: FONOBY AEPXKUT C 2-X Mecs-
ueB, cnaut ¢ 7 mecsaues, nowen B 10—11 mecsaues,
roBopuTb Hayan ¢ 1-1,5 roga. /3 nepeHeceHHbIx
3aboneBaHuii: Ha NEpPBOM rody XW3HU 4YacTble
OPBW, anemus (remornobun 100—105 r/n, nonyyan
npenapatbl >kenesa), MNpPOSIBMEHWUsI aToOMMYECKOro
aepmartuta. Nocne roga: YacTble ageHonanTbl U OT-
UTbl, BETpsiHasi ocna B 5 net. OnepaTtuBHbIe BMeLLa-
TenbCTBa: afAeHOTOMUSA U Na3epHoe LYHTUPOBaHUE
f6apabaHHbix nepenoHok B 2018 r., onepaTuBHas
AEeKoMMpeccuss B LIEVHOM OThene NO3BOHOYHMKA
Ha ypoBHe C0—C3, oKUMNMTOCNOHAUIIOAE3 NOTPYX-
HOW cucTeMon Synaps, 3aQHUIW CMOHAMNOAE3 pe-
©epHbIM ayTOTpaHCNNaHTaToOM, WHTpaonepaumoH-
Hasa yctaHoBKka halo-kopoHsbl.

Annepaonoaudyeckuli aHaMHe3 (CO CroB Mambl):
He OTArOLLEH.

HacnedcmeeHHbIl aHamMHe3 (CO CrOB MaMbl):
Ha MOMEHT poXxaeHus ctapuiero pebeHka (2011 roa)
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maTtepwu 6binno 32 roga, otuy 33 roga. Y mambl: Xpo-
HUYECKUI FacTpuUT, OAUCKMHE3NS Ken4YeBblBOASALLMX
nyTen, y nanbl: XpOHUYECKUA ractpuT. B cembe
Crny4yaeB BPOXAEHHOM MNaTofiorMm KOCTHO-MbILLEY-
HOM CUCTEMbI HE OTMevanocb. [1o nuHMKM martepu:
y Aeadywkn nHeynst B 50 neT, y Ag9aM — WHCYnbT
B 20 net. BpeaHble npuBbIYkM (KypeHUWe, ankorosb)
poanTenu oTpuLIaloT.

PusunkanbHaa aMarHocTuka

KoHble MOKpPOBbI TENECHOro LuBeTa, YuCTble.
Bugumbie cnvauctble po3oBble, YncTble. [Nepu-
depuryeckne numdoysnbl He yBenu4veHsl, 6e360-
ne3HeHHble, NoABMXHble. Prn3nyeckoe pasBuTHE:
pocTt 110 cm, macca 20 kr, CoOTBETCTBYET 5 rogam,
rapmoHudHoe. OTMevalTCs BbipaXeHHble M3Me-
HEHUSA CO CTOPOHbI KOCTHO-MbILLIEYHON CUCTEMBI:
KOpoTKasi Lesi, NPaBOCTOPOHHUIA TPYOONOSACHNY-
HbI CKOMWO3, «KUNEeBMAHAas» rpyaHas knetka, ge-
cdopmMaLma cycTaBoB KUCTEN U CTOM, OrpaHnUyeHne
NOABWXHOCTU MIieYeBbIX CyCTaBoB, rMnepmoburis-
HOCTb Ny4ye3ansiCTHbIX CyCTaBOB, BasnblrycHas ge-
dopMaums KOMeHHbIX CycTaBOB, MIOCKO-Banb-
rycHas gegopmauma cton (puc. 1 n 3). AbixaHue
yepes HOC He 3aTpygHeHo. B nerknx geixaHve Be-
3ukynsapHoe, Y — 20/MuH. ToHbI cepgua rpom-
kne, putmmyHble, YCC 88/muH. Al 90/50 mm pT.
cT. XuBoT wmsaArkun, 6Ge3bonesHeHHbIn. [leyeHb
+1 cm, ceneseHka He nanbnupyetca. duamonoru-
yeckue oTnpasneHnsa B Hopme. HeBponornyeckui
CTaTyC: OKPY>XHOCTb ronosbl 54 cMm, obLwemosro-
BOW U MEHWHreanbHOMW CUMMTOMATMKK HET, naTo-
Nornyecknx pedrneKkcoB HET, MbILEYHbI TOHYC
noBbIlWEeH Mo nupamugHomy Tuny (D=S), uHTen-
NEeKT No BO3pacTy, HaBbIKN OMNPSATHOCTU cHOPMU-
poBaHbI.

MpenBapuTenbHbLIA AMarHo3

Ha ocHoBaHuu xanob, aHamHe3a 3aboneBaHus
(BbisiBNeHne myTauuii B reHe GALNS, peskoe CHu-
XeHune akTuBHocTM N-aueTunranakto3aMmmH-6-cyrb-
daTasbl), MPOrpeCcCUpyoLLMX TUMUYHBIX UBMEHEHUN
CO CTOPOHbI KOCTHO-MbILLEYHON CUCTEMbI, MPU CO-
XpaHeHUV WHTEeNmMekTa, NauMeHTy Obin BbICTABMEH
aunarHos: mykononucaxapvao3s IVA tun.

BpemeHHas wkana

XpoHonorusa pa3suTtua 6onesHun, KnwoyesBble CO-
ObITUS M MPOrHO3 Ans nauveHTa npeacTaBreHb
Ha puUCyHke 2.

OunarHoctnyeckue npouenypbl (6Y3 «AMKb
2. KpacHodapa» M3 KK, npoeedeHbi 6 mapme
2021 20da).

JlabopamopHsbie uccnedosaHus

O6LMe aHanu3abl KPOBU U MOYM, BUoXMMUYeckme
aHanusbl KPOBU y NaumeHTa Gbinu B Npeaenax Bos-
PacTHbIX HOPM.
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Puc. 1. Jegpopmayus epydHol knemku y nayueHma M.
Fig. 1. Thoracic deformity in patient I.

UncmpymenmanbHble uccnedosaHust

AOnekmpokapduoepacpusi (OKI) — nonoxeHue
3MNEKTPUYECKON OCW BepTMKanbHOe, MNpaBonpen-
cepaHbin  putM, YCC 65-88/MuH, BbipaxxeHHas
apuTMus.

Oxokapduoepachusi (Oxo-KI): nonoctn ceppgua
He pacLUMPEHbI, CTEHKW HE YTOMLLEHbI, NEPErOPOAKY
WHTAKTHbI, KPYMNHbIE COCYAbl HE U3MEHEHbI, (OYHKLIN-
OHamnbHble NapamMeTpbl cepAua B HOPME; YMEPEH-
HO YTOSLEHbI WU YNIOTHEHbI CTBOPKU MUTpasibHO-
ro, aoptanbHOro WM TPWKYCMMUAANbHOMO KranaHoB,
©e3 HapyLLeHust 3anmpaTtenbHOW YHKLMN.

Ynbmpa3ssykoeoe uccredosaHue (Y3M) opraHoB
OPIOLLHONM MOMNOCTUN: MPU3HAKN BTOPUYHBIX U3MEHE-
HUI NOMXeNyA0YHOW Xeresbl.

Y3W noyek n Mo4eBOro ny3blipsi: MATONOMMK HE Bbl-
SIBMEHO.

PeHmeeHozpaghusi Mo380HOYHUKa B NpsiMon 1 6o-
KOBOWM MPOEKUMU: MPU3HAKM MPaBOCTOPOHHErO Ie-
BOMOSICHUYHOro ckonuosa |l cteneHu, runepkndos
rPyAHOro OTAena No3BOHOYHMKA.
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MepBble nposiBNeHns

MeLLI/IKO-FeHSTI/I‘-leCKaﬂ
KOHCynbTauus,
r. KpacHopap

[MoBTOpHast Meaumko-
reHeTun4yeckas
KOHCynbTauus,
r. KpacHopap

O6cnepoaHve B PrAy
HMWL3A, r. Mocksa

rBY3 ArKs,
r. KpacHogap

./ 2 2 ./ 2
I BN SN M W X
A \ \Z \ \ \2

O6cnenoBaHue No mecty
KuUTenbCTBa.

Ds: cnoHguno-
aucnnasua,
prFLOI'IOﬂCHI/I\‘IHbIVI
Kncpockonmos
I-1l ctenenu, aucnnasua
TasobefpeHHbIX

Ds: Aucnnasusa
COeaNHUTENBbHON TKaHN

[Myko3aMuHornMKaHbl
B MOYe B HOpMe.
JlnsocomanbHbie

hepMeHTbI B HOpMe.

BbisiBrieHa myTaums
B reHe GALNS
He ncknioyaetca MIMNC
IV Tuna

CyCTaBOB

BbisiBNEHbI 2 MyTauum
B reHe GALNS.
Peskoe cHbkeHne
akTmBHOCTM N-
avLeTUnranakTo3ammH-6-
cynbgarasbl.

Ds: MMC IV A tun
HasHaueHa
anocynbgasa anbda

OTHocuTenbHO
6GnaronpusTHbIN,
Npu1 NOXWU3HEHHOW
1 perynsipHon
3amecTuTenbHon
Tepanuu.

PerynsapHas
3amecTUTenbHas
Tepanusi:
anocynbdasa anbda
2 Mr/kr Ha BBEAeHue
1 pa3 B Hepgeno

Puc. 2. lNayueHm Y. XpoHonozaus pa3zgumusi 6051€3HU, Ko4Yesble cobbimusi U Mpo2Ho3.
Fig. 2. Sequence of disease in patient |.: key events and prognosis.

KoHcynbmauyuu cneyuanucmos

OmonapuHaoroe: OBYCTOPOHHSAS CEHCOHEBpParb-
Has TyroyxocThb Il cteneHu.

Okynucm: runepMeTponust crnabon cTeneHw,
CNOXHbINA TMNEPMETPONUYECKUIA aCTUTMaTU3M.

Heesporoe: HelipogereHepaTuBHoe 3aboneBaHue,
LepBuKanbHag MuernonaTtusi, CnacTu4eckum TeTpa-
napes.

KnuHnyeckun gnarHos

Ha ocHoBaHWW Nporpeccupyowmnx TUMUYHBLIX U3-
MEHEHUN KOCTHO-MbILLIEYHOW CUCTEMbI, HEBPOIIO-
rMYecKkor CUMMNTOMATUKU, COXPaAHHOIO MHTEMMEKTa,
a Takke MOneKynspHo-reHeTU4ecKoro nccrnegosa-
HUs (BbisiBrNeHne myTtauuin B reHe GALNS) u pes-
KOro CHWXeHWs akTuBHOCTU N-aueTunranaktosa-
MUWH-6-CynbdaTtasbl naumMeHTy ©Obin  yCcTaHOBMNEH
cnefylowmn - gmarHos: Mykononucaxapugos VA
TUN, HempogereHepaTuBHoe 3aboneBaHuve, LiepBu-
KanbHasi mMuernonartus, crnacTmyecuin TeTpanapes:
MHOXECTBEHHbIN [MU30CTO3, CTEHO3 MO3BOHOYHOIO
KaHarna LuenHoro otaena no3BOHOYHMKA, MPaBOCTO-
POHHUIA TPYOONOACHUYHBIA CKOMWO3, KunesuaHasi
nedopmauns rpyaHon KneTkn, nnockoBarnbrycHas
Aedopmaums CTon; ABYCTOPOHHASI CEHCOHeBparib-
Has TyroyxocTb |l ctenenun; runepmetponusa cnabon
CTeneHu, CNOXHbIA rMNepMeTponnyecknii acturma-
TU3M; KapguonaTtus.

OvddepeHumanbHaa gmarHocTuka

MIMC Ha aTane Bepudwukauumn guarHosa Heob-
XoanmMo andgepeHuUnpoBaTh ¢ XoHApoAMCNa3un-
AMWU, Oucnnasven coeaunHUTENbHOW TKaHW, toBe-
HUNbHbIMK apTputamu. Ons MIC xapakTepHo
HEe TONMbKO MOpPaXeHne OMnopHO-ABUraTENbHOro
annaparta, HO u BoBne4dyeHune LIHC, cepgedHo-
COCYyaUCTON CUCTEMbI, OPraHoOB CIiyXxa M 3peHus,
a Takxe OTCYTCTBME BOCManuTENbHOW peakuum
opraHmama. ina MIC IV Tuna xapakTepHbl runep-
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MOBGUMNBHOCTb CYCTABOB WU COXPaHHbIN UHTEMMEKT.
OkoHuaTenbHbI gnardo3 MIC (c onpeneneHnem
Thna) MOXHO MOCTaBUTb TOMbKO B pe3yrnbraTte Mo-
NEeKynAapHo-reHeTn4eCKoro aHanmia n aH3nmMmoan-
arHOCTUKMU.

MeauumMHCcKMe BMelwlaTenbCcTBa

MauwneHT c aBrycta 2019 roga perynsipHo (B ycrno-
Buax NbY3 « Kb r. KpacHogapa» M3 KK) nonyuaet
naTtoreHeTU4eCcKyo Tepanuio anocynbgason anbga
eXxeHegenbHO MO cpegam B [o3e 2 Mr/kr/BBege-
HWe B/B KanenbHo MeasieHHo. NHdy3umn nepeHocut
yaoBneTBoputensHo. Kpome Toro, Kypcamu nony4ya-
eT peabvnnuMTauMoHHOE neyeHne: maccax, usmo-
Tepanus, nedebHas uskynsTypa.

OuHamuka n ncxonbl

Ha doHe npoBogumon Tepanum oTMeveHa
CcTOMKasi MonoXuTenbHas AWHaAMUKA: Marbynk
cTan akTMBHEe, yBenuyunacb MblllevyHas cuna,
3HaYUTENbHO CHU3UNUCb TeMMbl MNpPOrpeccupo-
BaHUSA M3MEHEHWUN KOCTHO-MbILLIEYHON CUCTEMBI,
nogpoc u npmubasun B Bece (3a 1,5 roga BbIpoC
Ha 5 cm). B panbHenwem nevyeHve HeobxogMmo
NOXN3HEHHO.

MporHo3

[Mpy OTCYTCTBMM 3amMecTUTENbHON hepPMEHTHOM
Tepanuu y 6onbHbix ¢ MIIC IV Tna cpegHsasa npo-
OOSMKUTENBbHOCTL XN3HWM cocTtasndaeT 20 net [3, 7].
JleTanbHbIM UCX0n, HacTynaeT BCreacTBMe cepaed-
HO-ITEerOMHON HEeAOoCTaTOYMHOCTH, Pa3BMBaOLLENCH
Ha (POHe MHTEepPKyppeHTHbIX 3abonesaHun. Kpome
TOro, BO3MOXHa BHe3anHad cMepTb B pesynbrarte
CMeLLEeHMSa aTNaHTO-OKUMMUTANbHOIO COYNeHeHUs
1 nospexaeHus cteona mosra [9, 10]. MNpu makcu-
MarnbHO BO3MOXHOW paHHen perynspHomn natoreHe-
TUYECKON TepanuuM U CBOEBPEMEHHON KOppeKumM
COMyTCTBYHOLLEN NaTONOrmn NPOrHO3 OTHOCUTENBHO
OnaronpusTHBIN.
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Mykonoancaxapupo3 IVA Tuna y AeTeil: KAUHUYECKHEe CAydan

KNMUHUYECKUA NPUMEP Ne 2

UHdopmauma o naymeHTe

Mauuertka M., 8 net (2013 roga poxgeHus),
pogHasi cectpa naumeHta W. (puc. 3). lMNMoctynu-
na B N'BY3 «AIKb r. KpacHogapa» M3 KK BwmecTe
c 6patom B nnaHoBoMm nopsigke. OTMe4arTCs CXo-
Xne xanobbl: 0OTCTaBaHMe B (PU3MYECKOM Pa3BUTUM,
JedopmMaunsa rpygHomn KreTku, CyCcTaBOB M MO3BO-
HOYHMKA, CHWKEHME 3peHusi, Mnrioxasi NepeHocu-
MOCTb (P13NYECKNX HArpy3OK.

AHaMmHe3 3abornesaHusi. VI3BecTHO, 4TO B ne-
puoge HOBOPOXAEHHOCTM OTMeYanucb Mpu3Ha-
K/ OblXaTenbHOW 1N CepaeyHor HeaoCTaTOYHOCTMH,
anuTenbHas xenTtyxa. BbisBneHa BpoxaeHHas
nHeBMOHUA. OCcMOTpeHa KapanonoroMm: nanonaTtu-
YECKUN MMOKapAMT CO CHKEHNEM COKPATUTENBHON
CMOCOBHOCTM NEBOTO Xeryaoyka, He UCKIYaeTcd
KapanoMmuonaTus, (yHKUMOHUPYOLLEEe OBasibHOEe
OKHO, BBLICOKOE ITero4yHoe conpoTtuBneHue. ony-
yana cepAeyHble rnuko3nabl, cungeHadusn, ypco-
danbk. Ha aTom (poHe KO 2—3-My MecsLy XU3HU
COCTOsiHME CTabunmanpoBarnock, XenTyxa Kynmpo-
Banacb. K 3—4 rogam ctanm oTMedaTb CHUXEHue
TEMMNOB poOCTa, NOSABUANCE AedopMaunn KUCTEN,
CTOM, HMXHUX KOHEYHOCTEN, FPYAHON KINETKN U Mo-
3BOHOYHMKa. Habnioganacb y oprtonega ¢ Au-
arHo30M  «crnoHaunoanudusapHaa gucnnasug,
KMocKonmos rpygonosiCHUYHOro oTAena no3Bo-
HOYHMKa, nporpeccupytoliee TedeHune». Kpome
Toro, 6ecnokomnu YacTtble ageHoOMANTbI, CHU3UIT-
cs cnyx. HTennekT y AeBoYku He cTpajan, gaxe
pasBuMBanacb C onepexeHuem (pasroBapuvBaTb
ctana c¢ 1,5 roga, untaet ¢ 3-x ner). [NpusHakos
CepAeyHOn HeaoCTaTOYHOCTM He OTMevarnocsh,
Ha OKI (2018 r.) HapywweHus npoueccoB peno-
nspu3auun B MUOKapAEe XemnygovkoB, Ha Ixo-KI
(2018 r.) nonoctn cepgua He pacluMpeHbl, ynnoT-
HEHWe M yTOmLEHNE MUTPASTbHOTO U aopTarnibHOro
knanaHoB 06e3 HapylleHus 3anupaTenbHOn (yHK-
umm. OQHOBPEMEHHO CO CTapLuMm GpaToMm, B 1tone
2018 roga, nMpoBeOeHO MOSMEKYNsIPHO-reHeTnYe-
CKOe 1ccrnefoBaHUe U OonpeferneHbl Takme Xe Us-
MEeHeHus: HykneoTugHasa 3ameHa g.88909227 C>A
B reTepo3nroTHOM COCTOSIHUM W HYKreoTuaHasi
3aMeHa .88884454G>A B retepo3vroTHOM Cco-
ctosiHuM B reHe GALNS. B pesynbrate 9H3UMMO-
ONarHOCTUKN: BbISIBIEHO pe3Koe CHWXKEeHMEe ak-
TMBHOCTM N-aueTunranakTro3amuH-6-cynbgarasbl
(0,01 mkM/n/yac). Tak xe kak u bpaty, B uone
2018 roga (B Bo3pacTte 5 net) B ®rAY HMUNLI3
BpadyebOHOM Komuccuen Obin BbICTABMEH OMArHoO3
MIIC IVA Tun n HasHadeHa 3amecTuTenbHas Tepa-
nnsa anocynbgason anbga B Ao3e 2 Mr/kr/BBeae-
HWe eXeHefenbHO MOXM3HeHHo. PerynsipHo dep-
MeHTO3aMeCTUTeNbHy Tepanuio GonbHas ctana
nony4yatb, Kak u opart, ¢ aBrycta 2019 roga. dnsnu-
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yeckoe passutume B 2019 roay: poct 109 cm, macca
18 kr, cooTBeTCTBOBAsNoO 5 rogam (Npu NacnopTHOM
Bo3pacTe 6 ner).

AHamHe3 xu3Hu. [eBodka ot |l 6epemeHHOCTH,
Il popoB. bepemeHHOCTb NpoTekana Ha hoHe TOKCK-
KO3a 1 yrpo3bl NnpepbiBaHns B 1-11 NONOBUHE, aHEMNN,
Ha 35-n Hegene no Y3W nnoga — kapguomeranus.
Pogpbl cpodHble, camocToATenbHbIE, KPYMHBLIA Mo,
(macca — 4340, gnvHa 58 cm), no Anrap 8-9 6an-
no.. Cpa3y nocrne poxaeHusi COCTOsIHUE yOOBMNETBO-
putensHoe. Ha 6-e CyTKM XU3HW U3-3a HapacTaHus
ObIXaTenbHOM N cepaedHOn HeOCTaTOMHOCTU nepe-
BefeHa B OTAeNneHue naTtonornm HOBOPOXAEHHbIX.
BbinucaHa yepes Hegento No HaCTOATENbHON NPOCh-
Oe poguTenein. HepBHO-NCUxn4eckoe pasBuUTUE: O-
NOBY OEPXKMUT C 2-X MEeCsLEB, CUAMUT C 6—7 MeCsALEB,
nowna B 10 mecsaues, roeoput ¢ 1,5 roga. MNepeHe-
ceHHble 3aboneBanus: Yactele OPBW, peunansmpy-
toLLMe OTUTbI, adeHoManTbl, BETpsSIHAsA ocna B 3 roaa.
OnepaTtuBHble BMmelwwarenscTea: B 2018 rogy aHao-
cKonuyeckas LenBepHas ageHOTOMUS, ABYCTOPOH-
HAS nasepHast TMMNaHOCTOMUS.

Annepaonozaudyeckuli aHaMHe3 (CO CrnoB Mambl):
He OTArOLLEH.

HacnedcmeeHHbili aHaMHe3 (CO CroB Mambl):
Ha MOMEHT poxaeHus pebeHka Mmartepu Obino
34 roga, otuy 35 net. Y mMaMbl: XpPOHUYECKUI ra-
CTPUT, [OWNCKMHE3US  XKEN4eBbIBOAALLIMX MyTen,
y nanbl: XPOHUYECKUA racTput. B cembe crnyyaes
BPOXOEHHOW NaTonornm KOCTHO-MbILLEYHON CUCTe-
Mbl He oTMedanock. 1o NMHUKM maTepu: y AeayLu-
K1 nHcynet B 50 neT, y gagn — mHeynet B 20 ner.
BpenHble NpvBbIYKM (KypeHWe, ankorornb) poanTenm
OTpMLaIoT.

®dusnkanbHaa gMuarHocTuka

KoXXHble MOKpPOBbI TENECHOro LBeTa, 4YUCTbIE.
Buanmble cnvsucTtble posoBble, 4vucTble. [lepu-
depuyeckme nMMdoysnbl He yBenuyeHbl, 6e360-
ne3HeHHble, MNOABWXKHbIE. Puanyeckoe pasBUTHE:
pocT 116 cm, macca 21 Kr, COOTBETCTBYET 6 rogam,
rapMoHN4YHoe. MI3MeHeHNs1 CO CTOPOHbI KOCTHO-Mbl-
LLEYHON cCUCTEMbl MOXOXMe, kak y BpaTta, HO Me-
Hee BblpaxeHbl (puc. 3 n 4). ObixaHne 4epes HoC
He 3aTpygHeHo. B nerkux gpixaHue Be3uKynsipHoe,
Y — 20/mMuH. ToHbI cepaua rpoMkmne, pUTMUYHbIE,
YCC 82/muH. Al 90/50 MM pT. cT. 2KMBOT MSATKUNA,
©e30one3HeHHbIN. [edeHb No kpato pedepHor oyru,
ceneseHka He nanbnupyetcs. dusnonornyeckue
OTMNpaBneHnsa B HopMe. HeBpomormyeckuin craTyc:
OKPY>KHOCTb rorioBbl 53 cm, obLEeMO3roBon n me-
HWHreanbHOW CUMMTOMATMKWN HET, MaToNorm4eckmx
pedrekcoB HET, TOHYC MbILIL, BEPXHUX U HUKHUX
KOHe4HoCTen Gnwke k dmanonormdeckomy (D=S),
WHTENMEKT NO BO3PAacCTy, HaBbIK/ ONPATHOCTU cdop-
MWPOBaHbI.
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Puc. 3. BHewHul sud demedl.
Fig. 3. Children’s appearance.

MpeaBapuTenbHbIA AMarHo3

Ha ocHoBaHun xanob, aHamHe3a 3aboneBaHusi
(BbiiBNeHne myTaumii B reHe GALNS, peskoe CHu-
XeHune akTnBHocTM N-aueTunranakto3aMmmH-6-cyrnb-
daTtasbl), NPOrpeccHpyroLLNX TUMNYHBIX U3MEHEHWI
CO CTOPOHbI KOCTHO-MbILLEYHON CUCTEMbI, MPU CO-
XPaHEHUN MHTENNEKTa, NaumMeHTKe Obin BbICTaBIEH
aunarHos: mykononucaxapvgos IVA tun.

BpemeHHas wkana

XpoHonorusa pa3sutua 6onesHun, KnwodeBble CO-
ObITUS 1 MPOrHO3 Ans MauWMeHTKN NpeacTaBneHbl
Ha pUCyHKe 5.

OnarHoctnyeckue npouenypbl (M6Y3 «AMKb
2. KpacHodapa» M3 KK, npoeedeHbi & mapme
2021 20da).

JlabopamopHsbie uccnedosaHus

O6Lme aHanu3bl KPOBM U MOYM, BUOXMMUYECKMNE
aHanusbl KpOBW y NaumeHTa 6binn B Npegenax Bos-
PacCTHbIX HOPM.

UHcmpymenmanbHbie uccnedoeaHus

OKT: anekTpnyeckass OCb cepaua OTKITOHeHa
BMpaBo, MUrpauusi BoauTens putMa cepaua us cu-
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HYCOBOIO y3rna B MWOKapA MnpaBoro npeacepaus,
YCC 70-103/MuH, BbipaxxeHa apuUTMus.

Oxo-KI™: nonoctn cepaua He paclUMpPeHbl, CTEH-
KA He YTOSLLEHbl, NepPeropoakn WHTaKTHbI, Kpyn-
Hble COCyAbl HE U3MEHEHDI, beHKLl,I/IOHaJ'IbeIe na-
pameTpbl cepaua B HOpME; YMEPEHHO YTOSLLEHbI
N YNIOTHEHbI CTBOPKM MUTPaNibHOrO, aopTarbHOro
N TPUKYCMMAANbHOMO KrnanaHoB, MUHMMAarbHas Mu-
TpanbHas peryprutauus.

Y3U opzaHos bprowHOU nosocmu: NpU3Hakn re-
naTtomeranuu, BTOPUYHbIX N3MEHEHUI NOAXerya0u-
HOW Xenesbl.

Y3U nouek u mo4yegoz20 My3bips: NATONOrMm
He BbISIBIIEHO.

MaeHumHo-pe3oHaHcHass momozpachus  CriuH-
HO20 MO32a U MO3BOHOYHUKA: KapTWUHa XapakTep-
Ha Ans Mykomnonvcaxapugosa — OCTeOxOoHApona-
TMS NO3BOHOYHMKA, CTEHO3 MO3BOHOYHOIO KaHarna.
YTonweHne CrnMHHOMO Mo3ra Ha YpOBHE LLENHOro
CerMeHTa, ero CTPyKTypa Ha BCEM MNPOTSKEHUU
©e3 Np13HaKoB 04aroBbIX U3MEHEHWIA.

KoHcynbmauuu cneyuanucmos

OmonapuHaor02:  OBYCTOPOHHAS  TYroyxoCTb
Il cteneHun, ABYCTOPOHHUIA XPOHUYECKUA TYBOTHT.

OKyI'IUCfTI.' rmnepmertponuna cpe/J,He|7| CcTeneHu,
CINOXHbI FI/II'IepMeTPOI'IVI‘-IeCKI/Iﬂ acTUrMmaTmsm.

Heeporoe: HenponereHepaTuBHoe 3aboneBaHue,
LepBUKanbHasi MmernonaTtusi, cnacTuyeckuin Tetpa-
napes.

KnuHnyecknn gnarHos

Ha ocHoBaHuM nporpeccupyowmx TUMUYHBIX W3-
MEHEHUA KOCTHO-MbILLEYHOW CUCTEMbI, HEBPOO-
rMYeckon CUMMTOMATUKWU, COXPAHHOMO WHTENNEKTa,
a TakkKe MOINEKYNAPHO-reHETUYECKOrO UCCrneaoBaHns
(BbIsiBNEHWe myTaumn B reHe GALNS) n peskoro cHu-
XeHusa aktmBHocT N-aueTunranakro3amunH-6-Cyrnb-
daTtasbl NauueHTy Obinl YCTaHOBMEH CreayLLIMiA
amarHos: mykononucaxapugos IVA 1tun, Henpopere-
HepaTuBHOE 3aborneBaHue, LiepBuKanbHasi Myuenona-
WS, cnacTydecui TeTpanapes; MHOXECTBEHHbBIN On-
30CT03, NPaBOCTOPOHHUI IPYAONOSCHNYHBIN CKONMNO3,
KvneBuaHas gedopMauust rpyaHON KNeTKM, Nnocko-
BanbrycHasi gedopmaums CTon; ABYCTOPOHHSIA Tyro-
yxocTb Il cteneHn, ABYCTOPOHHUN XPOHUYECKUA Ty-
OOTUT; MMNEPMETPONUS CPeaHeN CTEMNEHW, CITOXHbIN
rMnepmMeTponMYecKUii acTUrMaTu3Mm; KapauonarTusi.

OuddepeHumanbHaa agnarHocTmka

Y4ynTbiBas NporpeccupyoLne N3MeHeHUsl Co CTO-
POHbI OMOpHO-ABMraTeNlbHOro annapara (3agep-
XKa pocTa, CKonmos, gedopmMauumnm KOHEYHOCTEN),
Ha aTane MOCTaHOBKWM AMarHo3a He WCKIHYanmcb
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cnoHaunoanuduaapHas aucnnasust U XoHapoau-
cnnasusi. Ho nonuopraHHOCTb MopaxeHnus (kap-
auvonaTtusi, TYroyxoCTb, FMNEPMETPONUS U acTur-
MaTM3M), a TakKe CXOXWE U3MEHEHMS Y CTapLuero
OpaTa ycKopunm AuMarHoCTUYeCKUin MOUCK B NONb3y
MIIC. OkoH4aTenbHbI gnarHo3 MIC ¢ onpenene-
HMEM TuMa YCTaHOBIIEH B pe3ynbraTe MOSeKynsip-
HO-FEHETMYECKOrO aHanM3a n 3H3MMOLNAarHOCTUKM.

MeauunHckme BMelLaTenbLCTBa

MauuweHTka, Kak n 6par, ¢ aBrycta 2019 roga pe-
rynsipHo, B ycrioBusax NBY3 «[AIKb r. KpacHogapa»
M3 KK, nonyyaeTt natoreHeTU4YeCcKyto Tepanumio ano-
cynbason anbda exxeHeaenbLHO No cpefam B 403e
2 wmr/kr/BBegeHve B/B kanernbHO MegneHHo. NHdy-
3MM npenapata MepeHOCUT YAOBNETBOPUTENBHO.
B Komnnekce ¢ OCHOBHbIM fle4eHMEM MPOBOAATCS:
mMaccax, pmanorepanus, nedebHas ouskynsTypa.

OvHamuka n ucxogbl

Kak n y Gparta, Ha doHe nNpoBOAMMON Tepanuu
OTMeYeHa CToMKas NonoXuTenbHas AnHamMuKa: oe-
BOYKa CTana akTuBHee, yBenuuuMnacb MbllleyHasi
cuna, 3Ha4MTENbHO CHU3WUMNCL TEMMbI NPOrpeccu-
pOBaHNA U3MEHEHUI KOCTHO-MbILLEYHOW CUCTEMBI,
Bblpocna 3a 1,5 roga Ha 7 cm.

MporHos

HecmoTpsi Ha Gonee no3gHWiA 0eboT N3MeHeHU
CO CTOpPOHbI OMOPHO-ABUraTENbLHOMO annapara y ae-
BOYKW, NMPOrpeccupyroLLmMin xapaktep 3aboneBaHusi
HOCUT HebraronpuaTHbLIA NPOrHO3 (MPU OTCYTCTBUM
naToreHeTUYeCcKon Tepanum KU onepaTUBHOW KOp-
pekuun conyTcTByloWen natonorum). Kak npasmno,
pa3BMBalOTCA cepaedHasl He4OCTaTOMHOCTb, AblXa-
TenbHasi He4OCTAaTOYHOCTb M BO3MOXHa BHe3anHas
CMepTb B pesyrnbraTe NOBPEXAEHUs CTBOMa Mo3ra
(cmelLeHne  aTnaHTO-OKUMMMTANbHOMO  COYNIEHE-
HWs1). YuuTbiBas HayaTyld MaTOrEHETUYECKYH Te-
panuio 1 NPOBOAUMYIO XMPYPrMYECKYH0 KOPPEKLNIO,
NMPOrHO3 Ha AaHHbIA MOMEHT OTHOCUTENbHO Gnaro-
NPUATHBLIN.

OBCYXOEHUE

[aHHble KMHWYecKne crnyvan LEeMOHCTPUPYHT
cnoxHoctn gmarHoctukn MMC y petenn. Y manb-
4YMKa nepBble CUMMNTOMbI 3aboneBaHUs NOSBUIMUCH
eLle Ha NepBOM rofy Xu3Hu, 1 B fanbHenwem npo-
SIBNEHNs1 TONMbKO nporpeccupoBanu. [MonHOCTbo
BEpPMPUUMPOBaTb ANarHO3 yaanocb TOSMbKO B BO3-
pacte 7 neT, Korga MnosiBUNUCL CTOWMKMe, rpybble,
He noppawLimecs obpaTHOMY pPas3BUTUIO U3MEHE-
HUS OMOPHO-ABUraTenbHOro annapara. Y mnaglen
cecTpbl 3aboneBaHne Havano pa3BmMBaTbLCH NO3XKeE,
HO OOCTaTOMHO aKTMBHO. [MOBTOPHbLIA CRyyanm CXo-
KEN KMUHUYECKON CUMMNTOMATUKM B OOHON CeEMbe
HaTOMKHYNT Ha MOBTOPHYK MEAMKO-TeHETUYECKYIO
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Puc. 4. BHewHul eud nauyueHmxu M.
Fig. 4. Appearance of patient M.

KOHCynbTaumio aetew, rae 6bin 3anogospeH MIIC,
a janee v NoaTBEPXKAEH C yCTaHOBMNEHNeM Aedu-
LMTa NIM30COMHOroO hepMeHTa.

K coxaneHuto, 3amectutenbHasa 3H3uMoTepanus
B [aHHbIX criyyasix Obina HasHadeHa Torga, korga
yXXe MosIBUIUCb TpyOble U3MEHEHWUSI CO CTOPOHbI
OMOpHO-ABUraTenbHOro annapara. B ganbHenwem,
Jaxe Ha oHe peryrnspHon 3amecTuTenbHoON Tepa-
nuu, ¢ 6OMbLLION BEPOATHOCTLIO, MOHaAoObMTCA KOp-
peKTupytoLLee XMpypruyeckoe redeHne co CTOPOHBbI
KOCTHbIX uameHeHu [15]. Tem He mMeHee OT neve-
HUA MNOMy4YeH CTOMKUM MOMOXUTENbHbLIN 3deKT
B BuAe, B NepByto odepedb, OTCYTCTBUS NPOrpeccu-
poBaHus 3aboneBaHus.

3AKNIOYEHUE

MpepncraBneHHbie knNuHu4veckme cnyvam MIIC IVA
TMMNa OEeMOHCTPUPYKT CHOXHOCTb M OOMArMA MyTb
OnarHoCTMYeCcKoro noucka ans sepudukaLmm oKoH-
yatenbHoro guarHo3da. OuyeHb BaXXHO Kak MOXHO
paHblue BbiSBUTb 3aboneBaHue, Tak Kak Ha ce-
FOOHSAWHUA OeHb CyLecTBYeT 3amecTuTenbHas
Tepanusi pekoMBUHaHTHLIM (hepMeHTOM, KoTopas
He nosBonger 3aboneBaHWi0O MporpeccupoBaThb,
yny4llaeT Ka4ecTBO M ANUTENbHOCTb XU3HW Nauu-
€HTOB.
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MepBble 3MeHeHNUs O6cnepoBaHue rBY3 ArKB
MepBble nposBneHns B KOCTHO-MbILLEYHOW B ®rAY HMML3A, ’
r. KpacHogap
cucteme r. Mocksa

v J ¥ v
¥ J v v ¥

n Kapanomumonatus

Kapavomeranus, Ds: cnoHgwuno- BbisiBneHbl 2 myTauum PerynsipHyas OTHOCUTENBHO
cepaeyHas anudumsapHas B reHe GALNS. 3amecTuTenbHas 6naronpuaTHbIN,
HeJoCTaTO4YHOCTb. avcnnasus, Pe3skoe cHuxeHne Tepanusi: npv NOXW3HEHHOM
He unckntovanuvce Knbockonmos aKTUBHOCTU anocynbdasa N perynsipHom
BPOXAEHHbIN rpyAONOSICHUYHOTO N-aueTunranakrosammH- anbda 2 mr/kr 3aMeCcTUTeNIbHON
Kapaut otaoena 6-cynbdaTtasbl. Ha BBeaeHue Tepanuu

Ds: MMC IV A tun
HasHayeHa
anocynbda3sa anbda

1 pa3 B Hegeno
no cpeaam.

Puc. 5. NayueHmka M. XpoHonoausi pazgumusi 6051e3HuU, Kiro4eable cObbImus U MPOo2HO3.
Fig. 5. Sequence of disease in patient M.: key events and prognosis.

MHO®OPMNPOBAHHOE COINMACUE

OT 3aKOHHbIX NpeacTaBuTENen NauneHToB (poau-
Tenen) nony4veHbl MMCbMEHHbIE MHPOPMUPOBAHHbIE
006poBOrbHbIE cornacus Ha NyonMkauuio onucaHms
KNMHMYECKMX CrlyqaeB v nybnukaumio dotomatepu-
anoB B MeOMLMHCKOM XXypHarne, BKMYasa ero srek-
TPOHHYIO Bepcuio (4ata nognucaHvus poguTensmm
nauneHToB B cny4dasax Ne 1 n 2 — 27.05.2021 r.).
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Bypnyukasn A.B.

PaspaboTtka KoHUenumMn — opM1MpoBaHue Uaew, pas-
BUTUE KIOYEBBIX Lienei 1 3agau.

lMpoBeneHue nccnegoBaHna — aHanus3 U MHTepnpeTa-
LSl NOMYyYeHHbIX AaHHbIX.

MoaroToBka 1 peakTMpoBaHUE TEKCTa — KPUTUYECKUN
NepecMoTp YepHOBMKa PYKOMUCU C BHECEHUEM LIEHHOrO
WHTENNeKTyarnbHoro cogepXaHusi.

YTBEpXOEHME OKOHYaTeNbHOro BapuaHTa cTatbn —
NPUHATNE OTBETCTBEHHOCTU 3a BCE acCNeKTbl pa6OTbI,
LleNOCTHOCTb BCEX YacTel CTaTbW U ee OKOHYaTeNbHbIN
BapuaHT.

CaBenbeBa H.B.

Paspabotka koHuenuum — hopMupoBaHne naeu; pas-
BUTNE KIKOYEBbIX uene|7| 1 3agad.

MpoBeneHue nccrneaoBaHus — cBOp AaHHbIX, aHanmsa
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