KnuHuyeckoe Ha6GnwogeHue

DOI: https://doi.org/10.15690/vsp.v19i4.2138

B.MM. Ffaspuniok?, A1.B. EBceeBa?, 0.B. YepeBKo?, [1.A. CeBepuHoB?

1 KypcKuit rocyaapcTBeHHbI MEAULIMHCKUI YHUBepcuTeT, KypcK, Poccuiickasa degepalius
2 KypcKas obnacTHasg geTckas 6onbHuLa N2 2, Kypck, Poccuiickasa degepalius

AucTtanbHbIX apTporpmnos
Y HOBOPOXAEHHOro: KJIMHU4YEeCKUHU cay4yaun

KoHTaKTHas undpopmauus:

CeBepuHOB [AMUTpUi AHApeeBny, acCUCTEHT Kadeapbl LETCKON XMPYPruv U NneanaTpun dakynsteta NnocneannnomMHoro o6pasosanns KMy
Appec: 305041, Kypck, yn. K. Mapkca, 4. 3, e-mail: dmitriy.severinov.93@mail.ru

Cratbfl noctynuna: 28.04.2020, npuHaTta K neyartu: 20.08.2020

060cHOBaHHne. APTPOrpuno3 — TSXKEN0€e BPOXKAEHHOEe 3ab0/ieBaHUE OMNOPHO-ABUIraTe/IbHOro annaparta ¢ KOHTpakTypamm
ABYyX M 60Jie€ CYCTaBOB HUXXHUX U/UIN BEPXHNX KOHEYHOCTEMN, KaK MpaBun/io, B COYETaHMM C MbILLIEYHOM rMIO- NN aTPOPUEN.
OnucaHne KIMHNUYECKOro ciay4as. B otgeneHne natonornm HOBOPOKAEHHbIX M HEAOHOLEHHbIX AeTen Ha 6-e CyT XNU3HU
B TS)KE/IOM COCTOSIHUM rocnutann3upoBaH pebeHoK . CrioHTaHHas aBuratesibHasi akTMBHOCTb 3HAYUTE/IbHO CHUXKEHaA.
Ha ocmoTp pearmpyeT HEKOTOPbIM YCUIEHUEM ABUraTeIbHOM aKTMBHOCTU, C/1abbiM 60/1€3HEHHbBIM KPUKOM. MbILUEYHbIA TOHYC
ANCTOHUYEH: ANDDY3HO CHUKEH B MPOKCUMMaIIbHbIX OTAENaX BEPXHNX M HUKHUX KOHEYHOCTEH, B AMCTaslbHbIX OTAEax BEpX-
HMUX KOHEYHOCTeN 3Ha4yuTesIbHO MOBbILIEH, UMEIOTCS CrmbaTeslbHble KOHTPaKTypbl najibLeB 0b6enx KucTer, 60/iblue creBa.
[MaccnBHOE ycTpaHeHMe KOHTPaKTyp nasjblLeB 3aTpyaHeHo. [JedopmaLimmu cTon M aHoMaamm IMLEBOIro CKeseTa OTCyTCTBOBa-
M. HacneAcTBeHHbIN aHaMHEe3 OTAroueH: y oTua pebeHKa (1984 r. p.), npageayLuky v 4BOPOAHOro A54au pebeHKa no oTLoB-
CKOW JINHUKU UMeKoTCs AepopMaLinmn nanableB o6enx kucten. Otely n ero 6anxanlume poAaCcTBEHHUKN paHee He 06C/1e0BaHbI.
[locne KoHcynbTaumn Bpadya-reHeTuKa u optornefa yCTaHOBJIEH KIIMHUYECKUI AnarHo3: «[AucTallbHblIk apTporpunos, tnn 2A,
ayTOCOMHO-AOMMUHAHTHbIM TN Hac/ae[0BaHUS C HEMOJIHOM NEHETPAaHTHOCTbIO». MONEKYISIPHO-reHETUYECKOE NCCIe40BaHNe
He rnpoBOAMIOCH M0 MNPUYNHE OTKala poanTtenen pebeHka. B otgeneHumn (21 cyT) ¢ pe6EeHKOM BbIMOAHAINCH YIIPaXKHEHUS
n1e4e6HON MMMHAaCTUKM, aTanHasi rmncoBas KOPPEKLUMS KOHTPAKTYp najblyeB KucTU. OTMeYeHa NooKuTebHas AMHaMuKa
C yBeMYEHMeM aMnanTyabl pa3rnbaHms najibleB. 3aKnlo4eHmne. PaHHee KOHCepBaTUBHOE Jle4eHMe MAaJEHLEB C apTpo-
rpUNo3oM Mo3BOJIAET CKOPPEKTMPOBATbL MMermecs aedopmalmnn ONOpHO-ABMratenbHoro annapata. Oxugaetcs, 410
paHHee Hayasio eYeHns yBeAUYUT aMIINTYAY U NaCCUBHbIX, U aKTUBHbIX ABUIKEHWUI B CycTaBax KUCTH, YTO YJ1yHLIUT QYHKLMIO
cxXBaTa KUCTU M BO3MOXKHOCTb CaMOO0BCAYKMBaHUS NaLMEHTOB.
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OBOCHOBAHME HECMEXKHbIX ob6sacTem B COYETAHUM C MbIWEYHOM TUMOo-
ApTporpunos aTo TsXeNnoe BPoXaeHHoe 3abosieBaHue Tpoduen unu atpoodwuen [1]. TUNUYHBIMU KIUHUYECKUMMU
OMOPHO-ABUraTeNbHOro annapaTta, XapaKTepuaylolleecs npU3Hakamu LUCTaNbHOro apTporpunosa ABAATCA Bblpa-
BPOMXIEHHbIMW KOHTPaKTypamMu AByX WM 6Gonee cycTaBoB KeHHble gedopMaLmK BEPXHUX U HUMKHUX KOHEYHOCTEWN,
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Distal Arthrogryposis in Newborn: Clinical Case

Background. Arthrogryposis is severe congenital musculoskeletal disease with contractures of two or more joints of the lower
and/or upper limbs and usually in combination with muscular hypo- or atrophy. Clinical Case Description. Child F. was hospitalized in
the department of newborns and premature babies’ pathology on 6th day of life in critical condition. Spontaneous motor activity
was severely decreased. He responds to the examination with little increase in motor activity and weak painful scream. Muscle
tone is dystonic: it is diffusely reduced in the proximal parts of the upper and lower limbs, in the distal parts of the upper limbs it is
significantly increased, there are flexion contractures of the fingers on both hands (mostly on the left one). Passive fingers contractures
reversal is difficult. There were no feet deformities or craniofacial anomalies. Hereditary history is burdened: child’s father (1984 year
of birth), great-grandfather and cousin uncle (on the paternal line) have finger deformities on both hands. Father and relatives have not
been diagnosed before. The clinical diagnosis was established after consultation of geneticist and orthopedist: «Distal arthrogryposis,
type 2A, autosomal dominant type of inheritance with incomplete penetrance». The molecular genetic testing was not performed
due to the refusal of the child's parents. Therapeutic gymnastics, stage plaster correction of finger contractures were performed in
the department during the child hospitalization (21 days). Positive dynamics was noted: finger extension amplitude has increased.
Conclusion. Early conservative treatment of infants with arthrogryposis allows to correct musculoskeletal deformities. Early initiation of
treatment is expected to increase the amplitude of both passive and active movements in the hand joints, whereas, it will improve the
function of hand grasping and self-care capacities of patients.
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a TaKKe aHOManuu nnLeBoro ckeneta. [Nlo Hanu4yuio u cre-
NEHU BbIPAXKEHHOCTU YKa3aHHbIX MPU3HAKOB BbIAENSAOT
NauMeHTOB C BbLICOKOM W HU3KOW BEPOSTHOCTbIO apTpo-
rpunosa [2]. PacnpocTpaHEHHOCTb apTporpunosa Bapbu-
pyet or 1:3000 po 1:12000 WMBOPOXKAEHHbLIX OETEW,
noatmna 2A (0AMH M3 Haubonee pacrnpocTpaHeHHbIX Bapu-
aHTOB AucCTanbHOro aptporpunosa) — ao 1:30000 peten,

HO B pa3HbIX CTpaHax ypoBeHb 3a60NeBaeMoCTM MOXKeT

CWNIbHO BapbMpoBaTb. TaK, B PUHNAHANKM 3a60/1EBAEMOCTb

apTtporpunosom coctasnsetr 1:3300, B ABcTpaanun —

1:12000, B Wotnanann — 1:56 000 HOBOPOXKAEHHbIX [3, 4].
CunTaetcsl, 4TO MPUYMHAMMU PA3BUTUS BPOKAEHHOIO

apTporpunosa SABAAIOTCA 3adepKKa WM HapylweHue am6pu-

oreHesa Ha 6-10-i Hep rectauunun [2]. B HacTosiulee Bpe-

MS MPEeASIOKEHO NATb OCHOBHbIX TEOPWA BO3HWKHOBEHMS

apTporpmMnosa, OnucbiBaloWMX MaToreHes HapyleHun

amMbpuoreHesa:

e MexaHu4yeckasa (BO3HMKHOBEHME MNaTONOrMYECKUX
COCTOSIHMIW BO BpeMsi 6epeMeHHOCTH, obycnoBnuBa-
IOWMX KOMMPECCUo Mnnoja — MHOro- U ManoBoawue,
NMOPOKM Pa3BUTUA WM OMYXONM MaTKW, MHoronnaogHas
6epeMEeHHOCTb 1 Mp.);

® WHOEKUMOHHasa (TepaTOoreHHoe BUSHWE BUPYCOB,
6aKTepun);

® HacneacTBeHHas (npeobnagaeT Npu gucTanbHbIX Gopmax
3ab0neBaHus);

® MWOreHHas (NepBUYHOE NOopPaXKEHMUE MbILLEYHOW TKaHW);

® HeWporeHHas (cBs3blBaeT pa3BUTUE 3abosieBaHus

C MopaXeHMem [ABWraTenbHbIX HEMPOHOB, NIOKaNU3yio-

LLMXCS B NEpeAHMX porax CAMHHOro moara) [5].

Pasnuyatot cneaywoume KIMHUYeCKMe Gopmbl apTpo-
rpunosa: reHepanM30BaHHbIM (C MOpPaXeHWeM KpPYyMHbIX
CYCTaBOB, TaKMX KaK Mnne4yeBble, TOKTEBbIE, ly4e3anscTHble,
Ta306epeHHble, KONeHHble, gedopMaLMen KUCTEN M cTon,
NIMLEBOro cKkeneta) U AUcCTanbHbIA apTPOrpuno3 (BO3SMOXKHO
HanMymMe MopaxKeHWs TONIbKO BEPXHUX WM HUMKHMX KOHEY-
HocTen) [3, 6]. OueHKy KIMHM4YecKux dopm 3aboneBaHus
NPOBOASAT C y4aCcTUEM MPUINalleHHbIX Bpayen-cneLmanmcTos
(opTonen, HEBPOMOrN, FEHETUK, YENOCTHO-ULIEBON XUPYPr)
C YY4ETOM NOKanM3auun KOHTPAKTYpP, COCTOSIHWUS CKENeTHbIX
MbILUL, @ TaKXXe HaM4Yns UK OTCYTCTBUS YENOCTHO-TMLEBbIX
aHoMasum.

[uncTanbHbIM apTporpmMno3 — 37O rpynna 3aboneBaHui,
XapaKTepU3YIOLWMUXCSH NMOparkKeHMeM KUCTEN M CcTon B coye-
TaHUU Mnu 6e3 aHomManuu NMLUEeBOro ckeneta [7], B ocHoBe
3TMONOMUM KOTOPbLIX NieXXaT M3MEHEHWUS B CTPYKType reHa
MYH3, Koaupylouwero 6enkM MeANeHHO COKpallatoumx-
ca Mruodpubpunn. OgHaKo 3Ty NATONOrMI0 HEeNb3d OTHECTU
K 06LLENPUHATOMY NOHATUIO «<MUonaTus» [7]. Ana aucranbHoO-

ro apTpPOrpmnno3a TMNMYHbLIM CYUTAETCS HaNMYME CReayoLLIMX
NPU3HAKOB: HU3KKUI POCT, CKOIMO3, NOParKEHNe AUCTaNbHbIX
CyCTaBOB, NMLEBblIe KOHTpaKTypbl [8]. OgHako, Kak 6bino
OTMEYEHO Bblle, BO3MOXHbl pasdinyHble KOMOGMHAaLMK yKa-
3aHHbIX MPU3HAKOB WK UX oTCcyTCcTBME [3, 4]. B 0TeyecTBeH-
How [1, 4] v 3apybexxHon nuTepaType [D, 6] 60blUOe BHU-
MaHuWe yaensioT OnMcaHuIo cnydyaeB apTporpunoda. OgHako
O0COGEHHO BaKHa Mmonynspuaauus 3TUX ClydYaeB — LWWKMPO-
KOe pacnpocTpaHeHue onbiTa AMArHOCTMKM apTporpunosa
W neyeHus (3TanHOCTb, METOAMKW) MNadeHUEeB C AaHHOM
naTtofnorMen Ana noBblIWEHUS KBalMPUKaLUMM U NOAroTOB-
Ku cneunannctoB. [0 MHEHWIO KOMNEKTMBa aBTOPOB, 3TO
0COBEHHO Ba)XHO ANs Bpavyen permoHanbHbIX KIMHUYECKUX
yYypeXaeHUn, KoTopbiM cnegyet 0606WUTb MMEIOLLYOCS
B AuTepatype MHPOpMaLMIO O AaHHOM HO30/0MMKU Ha Npu-
Mepe NpeacTaBAeHHOro KIMHUYECKOro ciyyas.

HuKe onmMcaHbl 0COBEHHOCTU KIMHUYECKMX NMPOSIBIEHNN
W OWArHOCTUKKM AMCTaNbHOIO0 apTPOrpmMnosa y HOBOPOXKAEH-
HOMO C OTATOWEHHbIM FreHeanorM4yecknm aHaMHe30M.

KNUHUYECKUIA NPUMEP

O nauueHTe

Pe6eHoK ®. (ManbyuK), 6 CyT KU3HW.

Mpu nocTynieHnn B oTaeNeHne NaTonormm HOBOPOXKAEH-
HbIX M HEAOHOLWEHHbIX AETEN COCTOSIHME pebeHKa Taxenoe.
CnoHTaHHas agBuratenbHas akTUBHOCTb CHMXKEHa. Ha ocMoTp
pearmpyetr HEeKOTOpbIM YCWUNEHWEM ABUraTeNbHOM aKTWB-
HOCTH, cnabbiM 60Me3HEHHBIM KpPUMKOM. TemnepaTtypa Tena
B npegenax Hopmbl. JIMLO CMMMETPUYHOE, MUMEETCH YAu-
HEHHbIVM Ty6HOM KeNobOoK, rnasa OTKPbIBAET, BEKM MacTo3-
Hble. dPOoTOpeaKkuns coxpaHeHa, CUMMMETPU4YHa. bonblion
poaHunyoK pasmepamu 2,0 X 2,0 cM, He Hanpsi*XeH, Ha ypoBHe
KocTewn Yepena. LLleneBnaHoe pacxoxaeHwe CTpenoBuaHOro
WwBa. Manbi poAHUYOK OTKPbIT, TOYEYHbIW. Hebonblas otey-
HOCTb MATKMX TKaHeW rofoBbl. MbllWeYHbI TOHYC AUCTOHU-
YyeH: AMdPYy3HO CHUKEH B MPOKCUMASbHbIX OTAENaX BEPXHMX
N HWXKHUX KOHEYHOCTEeMW, B [AMCTalbHbIX OTAENax BEpPXHMX
KOHEYHOCTeN BbIpaXKEHHO MOBbIWEH, UMEIDTCH crubartesb-
Hble KOHTpaKTypbl II-V nanbues, crubaTenbHO-NpmMBoaSLLas
KOHTpaKTypa | nanbua obenx Knucten. BoiBegeHne nanbLeB
3aTpyaHeHo (puc. 1). lpu nonbiTKE BbiBEAEHMS NanbLeB
B GU3M0NOrMYECKOE MONOKEHME OTMEYaETCH BbiparKeHHas
60/1€3HEHHOCTb: pebeHOK pearmpyeT nnadvem. MNpu ocmoTpe
HUXHKUX KOHEYHOCTEeM NaToNorMM CO CTOPOHbLI CyCTaBOB,
KOCTHOWM CUCTEMbI HE BbISIBNEHO.

AHamHe3 u3HU. PebeHOK OT 1-M 6epeMeHHOCTH, Mpo-
TeKaBllen 6e3 ocobeHHocTen B | TpumecTtpe, Ha ¢GOHe
amHuoHunTa BO |l TpumecTpe, deTonnaueHTapHOM Heno-
CTaTO4YHOCTU. M0 AaHHLIM YNbTPa3BYKOBOrO CKaHWPOBaHWUS

Puc. 1. Pe6eHoK @., Bo3pacT 6 cyT, crubatenbHble KOHTPaKTypbl NanbLeB pyK

Fig. 1. Patient F., 6th day of life, flexion contracture of fingers
v b

McTouHuK. faBpuniok B.I. 1 coasT., 2020.
Source. Gavrilyuk V.P. et al., 2020.
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Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 2. CrnubatenbHas aedopmauus nanblLeB pyK y oTua pebeHka .
Fig. 2. Flexion deformity of fingers in patient F. father

McToyHuK. faspwuniok B.T. u coasrT., 2020.
Source. Gavrilyuk V.P. et al., 2020.

nnoga — ruapoHedpo3 obenx noyeKk. PeGeHOK OT nep-
BbIX CPOYHbIX ONEepPaTUBHbIX POAOB, NOKa3aHUsa K Kecapey
CEYEHUIO: KPYMHbIA NAOA, KIMHUYECKM Y3KWUM Ta3 2-i CT.,
BO3pacTHas NepBopoAsLLas }KeHwnHa. be3BogHbI nepunoa
11 4 36 MuH. OKononnogHble BOAbl: NepeaHMe — CBeT-
nble, 3ajHWe — rycto-3eneHble. Macca Tena npu poxaeHuu
4400 r, pnHa — 56 cm. OKPYKHOCTb ronoBbl 38 CM, OKPYK-
HOCTb rpyan — 37 cMm.

MaTb pebeHKa (34 ropa) cTpagaeT MOYeKaMeHHOM
60/1€3Hbl0, XPOHMYECKMUM nuenoHedppuToM (B nepuos depe-
MEHHOCTM 060CTpeHM He oTmedvanocb). OTel, pebeHKa
(36 net) He obcnepgoBaH, UMEETC BPOXKAeHHas aedopma-
uMa nanbLeB obeux Kucten (puc. 2). Co cnoB poauTenen,
y NpageayLliku v ABOIOPOAHOIrO Asan pebeHKa No OTLLOBCKOWM
NIMHWK TaKKe nmeeTcs crubatenbHas gedopmauna nanbles
06eunx BEPXHUX KOHEYHOCTEN.

AHaMmHe3 601e3HM. CoCTOSIHWME pebeHKa Npu PoXKaeHUU
pacLieHeHO KaK KpalHe Taxenoe (oueHKka no wkane APGAR
4/6 6annoB) 3a CYeT [blXxaTe/lbHON HeaoCTaTO4HOCTH, nepe-
HECEHHOW WHTpaHaTalibHOW achUKCUKU TAXKENOW CTeMNeHw.
PeaHvMauUMOHHbIE MEPONPUATUS B POAWIBHOM 3ane: Ny4yu-
CTOe Tenno, caHauus BEpXHWX AbIXaTelbHbIXx MNyTen (mpu
caHauMnM — rpsA3HO-3eeHoe OTAENSAEMOE), PEXMM WMCKYC-
CTBEHHOW BEHTUAALMM NETKUX MOCTOSHHBIM MOMOXKUTENbHBIM
naBneHnem (Constant Positive Airway Pressure, CPAP) npu
NOMOLLM MacCKW, MHTYGauua Ha 4-W MUH, AblxaHUe 4Yepes
MHTYGaLMOHHYI0 TPYOKY. 19 AanbHeNLWero ne4yeHns nepese-
[leH B OTAeNeHNe MHTEHCMBHOM Tepanuun. Ha MCKycCTBEHHOWM
BEHTUASALMM NErKMUX Haxoauncsa 3 cyT, 3aTeM Oblia Npogon-
XEeHa pecnupaTtopHas NoAAepKKa Yyepes BbICOKOMOTOYHbIE
HazafbHble KaHtonW. KucnopogHas 3aBMCUMMOCTb COXpaHs-
Nnacb Ha NPOTSXKEHUU B CYT.

dusukanbHas gMarHocTMKa
B ycnoBusx otgeneHns natonorMm HOBOPOXKAEHHbIX Mpu

o6cnefoBaHnm dusnonornyeckme pednekcol nepuoaa HoBo-

POXKAEHHOCTHU creaytoLime:

° nouckoBbin pednekc Kyccmayna—leHunepa NOMOKHU-
TeNbHbIN;

e cocaTefbHbIiM pedneKc Bbl3biBaeTcs ¢nabo;

® JlafoOHHO-pOTOBON pednekc babKknHa nNpoBepuTb He yaa-
N0Cb 3a CYET BblPa)KEHHOM KOHTPaKTYypbl NanbLEeB;

e pednekc Mopo — 1-a daza nonoxurtenbHasa, 2-a dasza
He BbI3blBaETCS;

e XxBaTtaTeflbHbli pednekc — NpoBepKa 3aTpyaHEHa;

e pedrieKcbl ONopbl U aBTOMATUYECKON X0AbObI YTHETEHbI;

® 3alWMWTHbIN pedneKc Bbl3blBaeTCs MNocne TPEHUPOBKH,
3amMeNeHHO;
e pednekcol bayapa, lanaHTa u Nepeca oTpuuaTenbHbIE.
KOXHbIM MNOKPOB 6/1€AHO0-PO30BbLIN, UMEETCH YMEPEHHbIN
nepuopanbHbil akpoLuMaHo3, Bblpa)KeHa MPaMOpPHOCTb,
HesipKas MOAKOXHas BEHO3Has ceTb Ha nepegHen 6proL-
HOM CcTeHKe. Ha Koxe TynoBulia MMeeTcs 60/blioe KOMK-
4YeCTBO 3/IEMEHTOB TOKCUMYECKOW 3puTeMbl. Typrop TKaHen
[OCTaTOYHbIM, TKAHW NacTo3Hble. [TOAKOXHO-KUPOBOW C/OM
pa3BMUT gocTatoyHo. [ynoyHas paHKa — remopparnyeckas
Kopo4yKa. HocoBoe pbixaHue cBo6oaHoe. [pygHas KneTka
noassgyta. [blxaHve ¢ ydacTMeM BCMoMoratenbHON MYCKy-
naTypbl, YMEPEHHOE BTSXKEHWE MexXpebepun U peTpakuums
rpyavHbl Ha Baoxe. Mo wKane JayHca 2 6anna, 4To COOT-
BETCTBYET JIETKOMY PacCTPOMCTBY AbixaHus. SpO, — 98%,
KMUCNOPOAHas 3aBUCUMOCTb He BblpaykeHa. [blxaHue npoBo-
AWTCA NO BCEM /IEFOYHBIM MONSAM, PEryispHoe, pUTMUYHOE,
ayCKynbTaTMBHO — ocnabneHHoe. BbicnywwuBatotcs npo-
BOJHbIE U KPENUTUPYIOLWMNE XPpUMbl C ABYX CTOPOH, YactoTa
OblXaTenbHbIX ABUXEHUM — [0 52/MuH. ToHbl cepaua puT-
MUWYHbIE, MPUIYLLIEHbI, LYMOB HE CNbIWHO, YacToTa cepaey-
HbIX cOKpalleHMn — 150 ya/MuH. A3bIK YUCTbIN, BAAXKHbIN.
HKUBOT MArKMW, He B3AyT, AOCTyneH nanbnauuun. ledvyeHb
+1 cMm. CeneseHka He nanbnupyetcs. lonoBble oprabl
chopmMUpPOBaHbl MPaBUIbHO, MO MYXKCKOMY Tuny, 6e3 0co-
6eHHocTen. CTyn perynsipHbli, XenTbli, KawunueobpasHbii,
6€e3 naTonormyeckux npumecen. Mouymtcs cBo60aHO, MoYa
cBeTnas, Temn guypesa AoCTaToO4HbIN.

Nla6opaTopHasa U MUHCTPYMEHTa/lbHaA AMArHoCTUKa

B 1-e cyT »u3HM (nocne crabuam3aumn COCTOSHUSA
B YCNOBMSAX OTAENEHUSA MHTEHCUBHOM Tepanuu) BbIMOSHEHbI
GaKTepuanbHbIi MOCEB C KOXMU, U3 3eBa U Tpaxeu (Bblaene-
Ha Klebsiella oxytoca), peHTreHonorMyeckoe nccnegoBaHne
OpraHoB rPyAHON KNETKW (NPU3HaKW ABYCTOPOHHEW MHEBMO-
HWW), Ha 2-e CYyT — axoKapanorpadusa (OTKpPbITOe oBanbHOE
OKHO, OTKpPbITbI apTepuasnbHbii NPOTOK), YAbTPa3BYKOBOE
nccneaoBaHMe BHYTPEHHUX OPraHoB (MMenoakTasnsa ¢ o6emx
CTOPOH, paclWupeHne KapmaHa NeBoW BETBM NopTaibHOM
BEHbI, renatomeranus).

MpeaBapuTenbHbIN AUArHO3

Pe6eHoK B Bo3pacTe 6 cyT nepesedeH B oOTaefneHue
naTon0rnn HOBOPOXKAEHHbIX M HEAOHOLWEHHbIX AeTen obnacT-
HOM AEeTCKOM GoNbHMUbBI C AMarHo3om: «OCHOBHOM: BHyTpu-
YTPO6Hasa MHPEKUMA HEYTOYHEHHOW 3TUONIOrUKU. BpoxKkaeHHas



[IBYCTOPOHHAS NHEBMOHUSA. ACOUKCHA MHTPaHaTanbHasa cpea-
Hen cTeneHn TsecTn. OcnoxkHeHusa: [bixaTeNlbHas Heno-
CTaTO4HOCTb 3-¥ CT. CUHAPOM CUCTEMHOIO BOCMANUTENBHOIO
oTtBeTa. ConytcTByoWwmn: OTKPbITOE OBa/lbHOE OKHO, OTKPbI-
TbI apTepuanbHbI NPOTOK. LlepebpanbHas nwemusa 1-i cT.
HeoHaTtanbHas xentyxa. KpynHbiv niog».

AnHamMmuKa u ucxopabl

C uenbio YTOYHEHNUS AMarHo3a npu NocTynaeHun B oTae-
NIeHWe NaToNorMmM HOBOPOXKAEHHbIX U HEJOHOLWEHHbIX AeTen
(Ha 6-e CyT XM3HW) NPOBeAEeHO A006CNefOBaHUE (MHCTPY-
MeHTaNlbHble TeCTbl U KOHCYAbTaLMK cneunanncToB). B yacT-
HOCTM, BbINONHEHbI:

e HelpocoHorpadua — o6HapyKeHbl MOCTTUNOKCUYECKHne
M3MEHEHUSI MapeHXMMbl FOIOBHOrO MO3ra, MEPUBEHTPMU-
KYNSIPHbIA OTEK, MapKepbl BHYTPUYTPOOHOM MHOEKLIUM,
KPOBOMW3/USIHWE B COCYAUCTbIE CMNETEHNS;

° yNbTPa3BYKOBOE WcCCNefoBaHWe OpraHoB OPOWHON
MOMOCTU U NOYEeK — OBGHapyXKeHbl MMENaKTa3us C ABYX
CTOpPOH (cneBa 8,5 MM, cnpaBa 7,0 mM), anddy3Hbie
U3MEHEHUS MOYeK (faHHble U3MEHEHWS OBHapPYXEHbI
Ha 13-e CyT M3HU, uccnegoBaHne nposoaunocb 1 pas
B 7 AHEN C MOMEHTa MOCTYNIEHUS);

® 3xoKapauorpadus — BU3yann3MpoBaHbl OTKPLITOE OBasb-
HOE OKHO, aHOMasibHas XopAa NeBOro Xenyao4Ka;

® PEHTreHONOrMYecKoe wuccneaoBaHWe OpraHoB rPyaHOM
KNeTKn — onpegeneHa ABYCTOPOHHASA MOAMCErmMeHTap-
Hasi NHEBMOHMSA, rMNepnaasuns Tumyca 2-m cT.

YuuTbiBas KAMHMYECKME AaHHble, PeBEHKY BbINOSHEHO
PEHTrEHONOMMYECKOe UCCnefoBaHne 06enx KUCTen B npsi-
MOW NpoeKuuu. Ha peHTreHorpaMmMe o6eunx KUCTen onpeae-
NAETCs BbIHYKAEHHOE MOMIOXKEHWE NanbLEB KUCTU — NafoH-
Has crubatenbHas KOHTpaKTypa | nanbua 06enx KuUCTew,
Bblpa)eHa ynbHapHas AeBuauMs MexdanaHroBbiX CycTa-
BOB ||-V nanbLeB, COOTHOWEHNE MEXNACTHO-haNaHroBbIx
W Nly4e3anscTHbIX CYCTaBHbIX MOBEPXHOCTEW HE HapyLUEHO.
KoCTHO-TpaBMaTU4eCKNX W  AECTPYKTUBHbIX WM3MEHEHWN
He BbISIB/IEHO (puc. 3).

Pe6GeHOK NpPOKOHCYNbTUPOBAH OpPTONEeLOM, BpayoM-
FEHETUKOM, HEBPOIOrOM. YCTAHOBMAEH KIMHUYECKUM auar-
HO3: «OCHOBHOM: BHyTpUYTPOGHAs MHPEKLNUA HEYTOYHEHHON
3TMONOrnMK. BpoxaeHHas ABYCTOPOHHAS NonucerMeHTap-
Haa nHeBMOHMA. ConyteTByowui. LlepebpanbHas wile-
Mus 2—3-1 cT. Q74.3. AncTanbHbld apTporpunnos, tun 2A,
@yTOCOMHO-AOMWHAHTHbIN TUM HacnefoBaHUs C HENONHOM

Puc. 3. PeHTreHorpamMmma KucTew B NpsiMon npoeKuun. Pe6eHoK @.,
BO3pacT 6 cyT
Fig. 3. Frontal X-ray imaging of hands. Patient F., 6th day of life

McTo4HuK. faspwmntok B.T. 1 coasT., 2020.
Source. Gavrilyuk V.P. et al., 2020.

neHeTpaHTHOCTbO. OTKPbLITOE OBafibHOE OKHO. AHOMasbHas
Xopfa NeBoro enygoyka. [Mnepnnasusa Tumyca 2-n CT.
OcnoxHeHus: AbixaTenbHas HegocTato4HOCTb O—1-1 CT.».

3a BpemMsa HaxowaeHus pebeHKa B OTAeSeHWU naTono-
MW HOBOPOMAEHHbIX M HEAOHOLWEHHbIX AETeN B TeyeHue
21 cyT npoBoAMNach nevyebHas rTMMHACTUMKa C HaNOXEeHWEM
3TaNHbIX NaJOHHbIX TMNCOBbLIX JIOHFET OT KOHYMKOB ManbLeB
[10 BEPXHEN TPETU MPeAnIeYnin B NOJOKEHUN MaKCUMaNbHO
BO3MOXHOro pasrnbaHus |-V nanbLeB 1 OTBEAEHUSA U pas-
rmbaHus | nanbua. Ha poHe runcoBaHnsa oTMmedyeHa Hebosb-
Was NonoXuTeNbHasa AMHAMMKa C yBEIMYEHUEM aMNANUTYbI
pa3rnbaHus nanbLeB KUCTK (pUc. 4).

Mocne KynupoBaHWA BPOXKAEHHOW MHOEKLMKU K HOOTPOT-
HOW Tepanuu (cBefAeHUs npuBeaeHbl B Tabn.) pebeHoK BbIMu-
CaH Ha amOynaTopHbIv 3Tan noj HabnwaeHUe y4acTKOBOro
neauatpa v optonefa ¢ peKomeHaauusmMmu npoBecT Morse-
KyNsipHO-reHeTu4eckoe uccnegoBaHve reHa MYH3 (nouck
YacTblX NaTONOTMYECKUX BAPUAHTOB), NPOAO/IKUTL 3TanHoe
rMncoBaHWe KUCTen. PellleHne Bonpoca O CPoKax onepaTus-
HOrO NIe4eHUss OCTaBIEHO Ha YCMOTpPeHWe Bpava-opToneaa

Puc. 4. Pe6eHoK @., Bo3pacT 20 cyT, COCTOSHME NanbLEB KUCTEN CrycTa 2 HeA rmMncoBaHus

Fig. 4. Patient F., 20th day of life, fingers 2 weeks after plastering

-

McTo4HuK. faBpuntok B.I. 1 coasT., 2020.
Source. Gavrilyuk V.P. et al., 2020.
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Ta6nuua. MeaMKkameHTo3Has Tepanus nauneHta ®., 6 cyT KU3HU
Table. Medication of patient F., 6th day of life

MpoaomKUTENbHOCTb PasoBas KpaTtHocTb BBeeHus, Mytb
Mpenapar
BBE/leHUA, CYT Aosa pas/cyTt BBeAeHUA

Uedenum 11 100 mr/Kr B cyT 2 B/B
BaHKoMULMH 5 30 mMr/Kr B cyT 3 B/B
KopTeKcuH 11 2,5mr 1 B/M
XonuHa anbdocuepat 10 0,5 mn 1 B/M
dnykoHason 5 3 Mr/Kr 1 B/B

Mo MEeCTY KUTENbCTBA C Y4€TOM MECTHOro cTaTyca B BO3pac-
Te 10-12 mMecC XU3HMW.

MporHos

Mpu cobnogeHnn pekomeHgaumi optoneaa, nnaHa amoy-
NTAaTOPHbIX OCMOTPOB W KOHCY/NbTALMMW, MPOAOIKUTENBHOMN
KOHCepBaTMBHOM Tepanuu (rMncoBble UMMOGUAN3aLMK, Nac-
CMBHblE BMXEHWA B NanbLax Kucten) B TedeHne 10-12 mec
M3HWU M nocneaylolem onepaTMBHOM fieYeHUU, HanpaBeH-
HOM Ha yCTpaHeHMe KOHTPaKTYp, COXPaHAETCH BEPOATHOCTb
6naronpuaTHOro ucxofa 3aboneBaHus (B NepcrnexkTnee —
o6peTeHne HaBbIKOB CaMOOGCNYXMBaAHUA U BO3MOMHOCTU
JanbHenwen counanusaumm pebeHka).

BpemeHHas wKana

KnioyeBble co6bITUS B aHaMHE3€e U3HW W 6ONesHM,
a TaKXke pa3BuTMK 3aboneBaHus y nauveHta d. npeacras-
JIeHbl Ha puc. 5.

OBCYXAEHME

B cTtaTbe paccMOTpeH peaKnin KIMHUYECKUI cinydam auc-
TanbHOro apTporpMno3a y HoBOpOXAeHHoro. Kak 6b1s10 yro-
MSHYTO Bblle, BHEWHWI BUA TaKMX NaLMEHTOB AOCTATOYHO
crneunduyeH, 1 NOTOMy AMarHoCTUKa 3aboneBaHns He Bbi3bl-
BaeT 3aTpyAHeHWi. BmecTe ¢ TeM, B NepBble CYTKWU XKMU3HM
Hallero nauueHTa gMarHocTuKka apTporpunosa 6bina 3atpya-
HeHa B CBHA3M C TAXKECTbIO COCTOSHUS pebeHKa B paHHEM
HeoHaTanbHOM nepuofe (BCe yCunus Bpavyein aHecTe3nosno-
roB-peaHnMaTonoros 6bliv HanpaBieHbl Ha CTabunn3aumio
COCTOSIHUSA pebeHKa), 00YC/IOBIEHHOW AblXxaTellbHOW Hepao-
CTaTOYHOCTbIO M HANIMYNEM MHEBMOHUU, @ TaKKe PeaKOCTbio
N «3K30TUYHOCTbIO» AaHHOM dopMbl apTporpunosa. OaHako
nocne nepesofa B NpodunbHOe OTAENEHME YXKe Ha 6-e CyT
apTporpMnoa 6bia 3anoo3peH, a Ha 10-e CyT KUBHU MO UTO-
ram o6cnefoBaHUs U KOHCYNbTalMi HeBposora, optoneaa
M reHeTMKa, a TaKXe Ha OCHOBaHWW [daHHbIX aHamHesa,
Mony4yeHHbIX OT MaTepu M OT oTua pebeHKa, yCTaHOBNEH

KIMHWYECKMI anarHos 3abonesaHus. HacneacteeHHasa npu-
poja natofiorMM He Bbi3blBAeT COMHEHWMW, a pe3ynbraTtbl
o6cnefoBaHMna No3BoAUAn anddepeHunpoBaTb ee OT UHbIX
peaKMx HO30M0MMN, TakUX KaKk auctpoduyeckas aucnnasus,
cvHApPOM JlapceHa (MHOXEeCTBEHHble BbIBUXM B COYETaHWU
C KOHTpaKTypamu), MMONaTuu, BPOXKAEHHbIE MOPOKK LIEH-
TpanbHOW M nepudepuyeckon HEepBHOM CUCTEMbI. 3A€eCb
cnefyet OTMETUTb, YTO MaTepu nauuneHTa Obl1o npeanoxe-
HO MPOBECTU MONEKYNAPHO-TEHETUYECKOE WCCnefoBaHue
Ha 6a3e OAHOM W3 LEeHTPaNbHbIX KAUMHWK A9 BbISBAEHUS
M3MeHeHUn B reHe MYH3, OT KOTOPOro OHa KaTeropuyecKku
OTKagdanacb. HecMoTpsl Ha 3TO, MOXHO KOHCTaTMPOBaThb, 4TO
o6cnefoBaHWe BbINOAHEHO B COOTBETCTBMM C TPebOBaHU-
AMK deaepanbHblX KIMHUYECKMX PEKOMeHZaluin no Bege-
HWIO BONbHbBIX C BPOXAEHHbIM MHOXECTBEHHBIM apTpOrpu-
nosom [2]. narHo3 ycTaHOBMIEH Ha OCHOBE K/IMHWYECKMX
npu3HaKkoB 60/71Ee3HN M AaHHbIX N1abGoPaTOPHO-UHCTPYMEH-
TanbHOro o6cnenoBaHus (HempocoHorpaduu, ynsTpasByKo-
BOr0 WUCCNeaoBaHUsA OpraHoB GPIOWHON MONOCTU U MOYEK,
3XoKapauorpadun, PeHTreHON0rMYeCcKoro uccnegoBaHus
OpraHoB rPyAHOM KNETKU U 06eUX KUCTEN B BblHYKAEHHOM
NMONOXEHUW 3a CHET crubaTeNbHbIX KOHTPaKTYP).
KoHcepBaTMBHOE nevyeHne apTporpmnosa nokasaHo ¢ nep-
BbIX HEAeNb XWU3HU M HanpaBAeHO Ha yCTpaHeHWe MOPOYHOro
NOSIOXKEHUSI KOHEYHOCTU: HaNOXEHWE TMNCOBbIX NMOBSA30K, Mac-
cax, neyebHas duUsKynbTypa, GU3MO- U TENNOBbIE NpoLeaypbl
[2, 4, 6]. MHorne uccnegoBaTeNM OTMEYAlOT 3HAYUTENbHbIN
NONOXUTENbHbIV 3QPEKT TaKUX MaHUNYNALMKA, MOCKONbKY Nepu-
APTUKYNSIPHbIE TKAHW MaleHbKUX AeTen 6onee anacTuyHbl, YeM
y B3pocnbix [2, 9]. B onMcaHHOM Hamu cnydae yxe Ha 6-e cyT
KU3HM peBeHKy Noc/ie KOHCybTauuu opTonefa BbINOMHEHO
Hano¥eHWe TUMCOBbIX MOBA30K B MOMOMKEHWUU pasdrubaHus.
Matb pebeHKa Oblia oby4eHa BpayoM-opTorneaom A5 BbInosi-
HEHWS HEOBXOAMMbBIX MaHUMYNALUMIA U OCBELOMIEHA O BaHO-
CTU W PErynspHoOCTY UX NpoBefeHus. PaHHee Havano Tepanuu
¥ NPUBEPKEHHOCTb POAUTENEN ITUM PEKOMEHAALIMAM NO3BONS-
0T HaZEeATbCA Ha CyLLeCTBEHHOE pacluMpeHne GyHKLMOHaNbHbIX

Puc. 5. MNauneHT ®., BpeMeHHas nocneaoBaTe/lbHOCTb Pa3BUTUS GONE3HM
Fig. 5. Patient F., disease development timeline

[eHeanornyeckum AHTEHaTaNbHbIN
0-e cyt 6-e cyT 10-e ¢yt 28-e cyT
aHaMHe3 nepuos

Otey, pebeHka

nmeet AMHUOHUT
[BYCTOPOHHSAS
BPOXAEHHYIO Bo Il TpumecTpe;
MHEBMOHMUS;
nedbopmarmio deTonnaueHTapHas VB 3
nanbLeB 06enx HeJoCTaTO4HOCTb Y-
KUCTEN

CrubatenbHas
KOHTpaKTypa MonoxutenbHas
nanbLeB 06enx BbictaBneH OMHaMKKa,
KUCTEN; NOJ03peHne KITMHUYECKUIA BbINWCKa
Ha apTporpunos, avarHos Q74.3 Ha amb6ynaTopHbIV
KOHCepBaTUBHas aTan
Tepanus

lMpumevaHune. UBJT — UCKyCCTBEHHAA BEHTUNALNS Nerkux. Q74.3 — BPOXKAEHHbIA MHOXKECTBEHHbIN apTPOrpunos.
Note. UBJ1 — artificial ventilation. Q74.3 — arthrogryposis multiplex congenita.




BO3MOXHOCTEN pebGeHKa Mo CaMOOBCyKUBaHWUIO U NepeaBu-
KEHUIO, YTO B KOHEYHOM WTOre SIBASIETCS 3al0rOM BbICOKOMO
KayecTBa }KM3HM nauueHTa 1 ero poautenen [10-12].

3AK/IIOMEHME

AuncTanbHbIM apTporpuno3 tuna 2A — peakun Bapu-
a@HT BPOX/AEHHOr0 AMCTaslbHOrO apTporpumno3a C ayTocoMm-
HO-AOMWHAHTHbIM TUMNOM HacneaoBaHus. lNpeacTaBneHHoe
KNMHUYECKOe HabnoaeHne NOATBEPKAAET, YTO paHHEE KOH-
cepBaTUBHOE NeYeHne aeTen ¢ 3TOM naTtonornen ycrpaHser
nmetrowmecs gedbopMauun UAK 3HAYUTENbHO YMeEHblUaeT
CTeNeHb WX BbIPaXEHHOCTM M MO3BOASET YNYYLINTb BO3MOXK-
HOCTM MaLMEHTOB NPU CaMOOBCIYKUBAHWUN.

WHO®OPMUPOBAHHOE COINIACUE

OT 3aKOHHOro NpeacTaBuTENa NauneHTa (matepu) nony-
4YEeHO MUCbMEHHOE A06POBOSIbHOE WHDOPMUPOBAHHOE CO-
rnacve Ha ny6nuMKaumio OMUCaHUS KAMHMYECKOro ciyyas,
pe3ynbTaToB 06CAeA0BaHUSA U NevYeHus pebeHKa (gaTta noa-
nucanusa 10.03.2020).

INFORMED CONSENT

Patient’s legal representative (mother) has signed written
voluntary informed consent on publication of the clinical
case description, diagnostics and treatment results (signed
on 10.03.2020).

BbIPAXXEHUE NMPU3HATEJ/IbHOCTU
ABTOpPbI BbiparkaloT NPU3HATENbHOCTb 3aBeayloLEen PeHT-
reHosiornyeckum KabuHetom OBY3 KOAB N2 2 (r. Kypck)
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