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HY TKaHel UrparoT 0COOCHHOCTH CTPOCHHUS BOJIOKOH
JEPMBI.

BrlIsiBlICHHBIE OTIIMYMSI aHATOMUYECKOTO CTPOSHUS
HaIlLTd CBOE OTPaXEHHWE B OCOOCHHOCTSIX (PYHKITHO-
HAJBHOTO COCTOSHUS KOXKA HOBOPOXKICHHBIX.

Tak, ycranoBneHa koppensius nokazarens TOIIB c
TOJIIITTHOM POTOBOTO CJIOS M dMHAepMuca. PrIxio pacmo-
JIOKEHHBIC U TOJICTHIC YCITYHKH TIPU HATUYUHA TOHKOTO
SMUJEPMHUCA TO3BOJISIOT YASPKUBATh BOAY U MPEIAT-
CTBYIOT €€ UCTIAPECHHUIO.

C y4eToM pe3ysbTaToB, MOMYYSHHBIX MPH U3MEPEHUH
BJI&KHOCTH, MOXKHO TIPEAIIONIOKNTh, YTO B TIEPBHIC JTHU
TTOCIIE POXKICHHUS OTKPBITHIE YIACTKH KOXKA HOBOPOXKICH-
HBIX TIOA JCHCTBHEM BHEIIHUX (DAKTOPOB BBICHIXAIOT B
OTJIMYME OT Yy4YacCTKOB, 3alIUILEHHBIX OAEX]10i. Mckito-
YEHHE COCTABJISICT YTojl PTa, TNIe BBICOKHM IMOKa3aTellb
BIIQXKHOCTH, TIO-BHJIUMOMY, CBSI3aH C (PYHKIIMOHAITHHOMN
Harpy3Koi, KOTOPYIO HEeCeT KoXKa JaHHOW 00IacTH.

Boree BrIcOKME MTOKa3aTeN 3PUTEMBI OOBSCHIIOTCS
MEHBIIIeH TOJIIWHOW SMUAEpPMICcAa W, TAKUM 00pa3oM,
MEHBIIINM PACCTOSHHEM OT COCYJOB /IO TOBEPXHOCTH
koku. [IpoBeneHHbIC BBIYUCIICHHUS TOATBEPIUIN TaH-
HYIO THIIOTE3Y, ¥ BBISIBJICHA OOpaTHasi CPEIHSS BBICO-
KO3HAUMMasi KOPPEJSIIUOHHAS CBSI3b MEXKIY TONIIUHOM
SMUAEPMHCA U YPOBHEM dSpHUTeMbl. B TO ke BpeMs B
(hopMUpPOBaHUH BBICOKOTO YPOBHS SPUTEMBI Y HOBOPOXK-
JICHHBIX, BO3MOXHO, HTPAET POIIb 0COOCHHOCTh Ba30MO-
TOPHOTO KOHTPOJISI M TTape3 MPEeKaUIIPHBIX CPHUHKTE-
poB. C npyroil CTOpOHBI, HA BCEX TOMOTpaMMax KOXKHU
HOBOPOXKJICHHBIX TPU OOJNBINONW TITyOWHE ITOJIE3HOTO
CHUTHAJIa MBI PETUCTPUPOBATH MHOXECTBCHHBIC OKpY-
IJIbIe 00pa30BaHUs PA3TUYHOTO JUAMETPA, BO3ZMOXKHO,
COOTBETCTBYIOIINE JACPMaTIbHBIM COCYJUCTBIM CILIETE-
HUsM (pHC. 4).
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POCCWICKW XYPHAN KOXHbIX 1 BEHEPUYECKINX BONESHEN

RESTRICTIVE DERMATOPATHY: A RARE LETHAL HEREDITARY ABNORMALITY
E.A.Serdyukova', A.Yu.Rodin', M.E. Franchuk?, O.N.Saprunova®

"Volgograd State Medical University, Volgograd, Russia; *Volgograd Regional Clinical Perinatal Center
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A rare case is presented. a lethal hereditary abnormality with autosomal recessive inheritance of restrictive der-
matopathy, diagnosed in a preterm (week 29—30) girl, weighing 1140 g, with body length of 39 cm. The patholog-
ical complex included developmental abnormalities of the skin and its appendages, bone system, and polyorgan
failure. The lethal outcome ensued on day 57 of life from bronchopulmonary dysplasia, aggravated by bilateral
congenital polysegmented pneumonia in the presence of multiple lung atelectases and polyorgan (cardiovascular,
cerebral) failure. Relevant publications (17 sources) are discussed and illustrations presented.
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PectpukTiBHAs nepmaTonarus SBISIETCS PEIKAM JIe-
TaIbHBIM TEHOAEPMAaTO30M C ayTOCOMHO-PEIECCHBHBIM
TunoM HacienoBaaus [ 1—4]. Brepsoie 3aboreBanue ObII0
ormucano H. Toriello u coaBr. [5] kak «aruia3ust KOXH BPOK-
NeHHas». B HacTosIee BpeMs onmcano okoio 50 ciydaes
JMaHHOW maronoruu [2—14], koTopas pa3BUBacTCs B pe-
3yJbTare FeHHOW MyTauuu — Aeneunu rena ZMPSTE24,
KOTOPBI KOTUPYET MpoTeasy, HEOOXOMMMYFO TS SHI0MPO-
TEONMTHIECKOTO TIpoIiecca Tepexofia MpeJaMiuaa A B Ja-
muH [1, 3, 11—13, 15, 16]. IIpu 5TOM BBIsSIBIICHA TeHETHYC-
CKasl HEOJJTHOPOHOCTh: Y OJJHUX TUIOZ0B — MYTAalliH reHa
ZMPSTE24 B cermente 1p34, y npyrux — reHa LMNA B
cermente 1q2.2 [1, 15, 16]. 3aboneBaHue SBISETCSI JICTANb-
HBbIM, OOJBIIMHCTBO JCTEH POXKIAIOTCS MEPTBBIMH WITH
YMHpAIOT B NEpBbIe JHU KU3HU [1, 3, 4, 6, 8], uHoraa xu-
BYT HECKOJIBKO MecstieB [7]. JleTanmbHbIN BcXom 00yCIioB-
JIeH COYETaHUEM MTOPAKEHHS KOXKU C TSDKEIIBIMA TOPOKaMU
Pa3BUTHS BHYTPEHHHUX OPTaHOB, OCOOEHHO C TUIIOIUIa3He
nerkux [2, 3, 8]. [laromorust pa3BuBaeTcs, Kak MpPaBHIIO,
Ha 6-M mecse Oepemennoctu [1, 3, 10]. Knuanyeckas
KapTUHA XapaKTEpU3yeTCsl 3aJePyKKOM Pa3BUTHUS ILIOAA.
[lopaxeHHass kO)kKa IUIOTHAsI, TOHKasi, OArpOBOTO IIBETA,
C IPOCBEUMBAIONIMMU Yepe3 Hee cocyaamu [2—4, 6—S,
12]. B KOXXHBIX CKJIa/IKaX BO3MOXHBI 3PO3UU U TPELIUHBI
[1, 3]. ['uCTOMOTHYECKH OTMEYAIOT THUIIEPKEpParo3, yTOJ-
IIEHHUE SITUIEPMICa U THITOAECPMBI TIPH UCTOHYCHUH Aep-
MBI, KOTOpasi COJIEP>)KUT TOHKHE KOJIJIareéHOBBIE BOJIOKHA,
JNIaCTHYECKHE BOJIOKHA OTCYTCTBYIOT, XapaKTepHa Takke
HE3PEJIOCTh MPUIATKOB KOXKHU (CaJIbHBIX U ITIOTOBBIX JKEIE3,
BOJIOCSIHBIX (DOIUTHKYIOB) [2, 4, 6, 8] BIJIOOL 10 OTCYT-
CTBUS ITOTOBBIX JkeJie3 [3]. Y HOBOPOXKAEHHOTO € PECTPHUK-
TUBHOM JiepMarornarieil THIMYHOE JIUI0, HAITOMUHAIOIIIee
JUIO azuarckoi (hap(opoBoit KyKIIBI: BBIPAXKCH THIIEP-
TEJIOPHU3M, MaJleHbKHE OCTpbIi HOoc, O-00pasHBIil pOT U
nonoopoIoK, IeopMUpPOBAHHEIE, HU3KO PACIIONIOKEHHBIC
ymmm [2, 4, 6, 13]. Ha BonocucToi yacTy roJIOBBI BOJIOCHI
MOTYT OBITh HOPMAJIBHBIMH, B TO BPEMs KaK PECHHIIBL,
OpOBM U MYIIKOBBIE BOJOCHI PEOKHE WM OTCYTCTBYIOT
[1, 15]. Hortu MOTyT OBITH KOPOTKHUMH, JTHOO, HA0OOPOT,
OYEHb JUTMHHBIMA [ 1]. OT™MeuatoTCs pa3auyHble aHOMAJIUN
KOCTHOTO CKeJIeTa: ITMPOKUE POTHIIKH, BPOXKICHHBIE KOH-
TPaKTypbl, aHKIUJIO3MPOBAHUE BUCOYHO-HM)KHEUETFOCTHBIX
CyCTaBOB, cj1aboe 0OBbI3BECTBIICHHE KOCTEH Yeperna, JIHH-
HBI€ CTOITbI C BEPTUKAJIBHBIM CTOSHUEM TapaHHON KOCTH
(«cToma-KavyaiKay), IUCIIa3Usl KITFOUHII, AaHOMAIWH (M3BHU-
nmcToCTh) pebep u nonatok [3, 4, 17]. Bo3amMoxHBI Takxke
BHYTPUYTPOOHOE TIpOpe3bIBaHKHe 3y0OB [7], AKTPOMHOH,
pacrienvHa HeOa, THIOIDIA3US JIETKUX, HaJIIOYEYHUKOB,
YABOCHHE MOYETOYHHUKA, IEKCTPAKAP/IHS M PA3INIHBIE 110~
poku cepana (OTKPHITHIN apTepHaIbHBIN MTPOTOK, NEPEKT

MeXTIpenicepaHoi neperoponkn) [1, 8, 15]. [Ipenaranpras
JIMarHOCTHKa BecbMa TpyaHa. [Ipeamomaranock, uto Ha-
JIGKHBIMH METOJIAMH TIPEHATAILHOW JTUArHOCTUKU MOTYT
ObITh: Ouoricust 10 20 Hel OEPEMEHHOCTH, OIpEIE/ICHNE
YPOBHS 0-()ETONPOTEHHA, OFHAKO TOMBITKH MPUMEHEHHS
JTAaHHBIX METOJIOB NoTepneny Heyaady [10, 14].

B noctynHoit HaM 0Te4eCTBEHHOM IUTEpaType Mbl HE
BCTPETHJIM ONHUCAHUSI KIMHUYECKHUX CIy4aeB PECTPHUK-
TUBHOH JE€pPMaToNaTuy, IO3TOMY NPHUBOIUM COOCTBEH-
HOe HabmroneHne pebeHka ¢ JaHHBIM 3a00JICBaHUEM.

bonbuasg B. Cpasy nocie poxaeHus OCTYIHIA B PeaHu-
MAI[IOHHOE OT/IENICHHE OOJNACTHOTO IMEPHHATATIBEHOTO IIGHTpa C
JIMArHO30M: CHHJIPOM JIBHTATENIbHBIX PACCTPOMCTB, AbIXaTeNbHAS
HenocrarouHocTs 11 crenenn, nmemus mo3ra Il crenenu, octpblit
nieproa. [lepeOpanbhas genpeccust. CpeqHsist aCUKCHS TPU POXK-
nenny. /Ipe kepasoremaromsl B IOOHOM 1 paBoii TEeMEHHOH 00a-
crix. MHdeknms, cnermdudeckas 111 NepHHATAIBHOTO IePHOoa,
HeyrouHeHHas. Henonomennocts 29—30 Hen. HacnencrBeHHbli
cunzapom? Pomumace 29.09.11 ot 5-ii 6epemeHHOCTH, 4-X POIOB.
B cempsx poruTeneid HacaeICTBeHHBIX 3a00JICBaHHI HE OTMEUCHO.
Marb pebenka, 33 siet, uMeeT 2 3M0poBbIX Jietel (jeBoukn) 2000
u 2010 roga poxaenus, B 2008 1. ObUTH MPEKIEBPEMEHHBIE POBI
B 28 Hen (pebeHoK ymep Ha 3-1 CyTKH ®HU3HH). Bo Bpemst mocien-
Hel GepeMEHHOCTH JKEeHIIMHA He 00CyeIoBaiach, MO3HO BCTAlla
Ha yd4eT (22—23-g nenens). lannas 6epeMeHHOCTh MpoTeKasa ¢
OCJIOKHEHUSIMU: B 23 HEJl — YIrpo3a BBIKU/IBIIIA, OHAKO OT CTalli-
OHAPHOTO JICYECHHS MAIMEHTKa OTKa3a1ach, B 22—23 Hel — BbISB-
JieHb! OaKTepHUaNbHBIN BarMHO3, YPOreHUTAIbHAS HH(EKIMs (X1a-
MHINO03, ypearuiazMo3), XpOHHYECKast TeprieTHIecKast THMCKIHS.

Ponsr npexxneBpemennsie B 29—30 Hen. Macca tena pe-
6enka npu poxaennu 1140 1, poct 39 cM, OKPYKHOCTH TOJOBBI
26 cM, OKPYKHOCTB Tpyau 23 cM, COCTOsIHHE peOeHKa KpaiHe
TSDKeNoe, OleHKa mo Amrap 4/5 6ammoB. TSKeCTh COCTOSHHS
00yCIJIOBIIEHAa PECTIMPATOPHBIMU HAPYLICHUSIMH, HEBPOJIOTHYE-
CKO# CHMNITOMATHKOH, MOP}HO(YHKIIMOHAIEHOI HE3PEIOCTHIO.
B ponunbHOM 3aje TPOBECH KOMIUICKC PEaHMMAI[OHHBIX
meponpustuii. C poxxaeHust peOeHOK HaXOAWICS Ha pecrupa-
TOPHOH MOIAEPIKKE — HCKYCCTBEHHOM BEHTHIISILIMM JIETKUX B
pexxume SIMV. DHpoTpaxeaibHO OOJIIOCHO OBLIT BBEJCH KypoO-
cypd 200 mr/kr. C pokaeHHsT BBIPAKEHO T'€Hepaln30BaHHOE
MOpa)KeHHEe KOXHOTO IOKpPOBa B BHJE BBIPRKEHHOH MacTos-
HOCTH TKaHEH 110 THITy CKJICPEMEBI, KOTOpasi B Te4eHHe 1-X Cy-
TOK CMEHWJIACh IJIOTHOCTBIO M BMECTE C T€M HCTOHYECHHUEM,
GarpoBoro 1BeTa koxH. 1o Bcell ee MOBEpXHOCTU MPOCBEUU-
BAJINCh W3BUTHIE COCYNBI. B MecTax HanOOMIBIIEro pacTsHKeHNS
TKaHel, B KPYMHBIX CKJIaJKaX BbIpakKeHa Marepanus KOXH.
XapakTepHbl 0COOEHHOCTH JIMIA JI€BOYKH: OCTPBIH «ITHUUI»
HOC, O-00pa3HbI pOT, MaJeHBKUI MOAOOPOIOK, HehopMu-
pOBaHHbIE, HU3KO NOCAKEHHbIE yIIU. BOIOCH Ha BOJIOCUCTOM
YacTH I'OJIOBBI COXPaHEHBI, OPOBH, PECHULIBI, TYIIKOBbIE BOJIO-
cBl oTcyTcTBOBANMU. CO CTOPOHBI KOCTHOM CHCTEMBI OTMEUCHBI
MHOKECTBEHHBIE KOHTPAKTYpPbhl CYCTaBOB BEPXHUX M HMKHUX
KOHEYHOCTEH, OUeHb ATMHHBIE, HE PA3THOAIOIINECS abLbl KU-
CTeHi, CTOITBI, B BUJIC «CTONBI-KadaIKm» (puc. 1, 2).
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Puc. 1. boasnuas B. 55-e cyrku xu3Hu. BripaxkeHHas MI0THOCTh
KOKM C TIPOCBEUMBAIOIINMHUCS COCYIaMHU, KOHTPAKTYpPHI CyCTaBOB,
«CTOMa-Kauakay.

JlaboparopHsie naHHbIe. OOUIMI aHAIM3 KPOBU: I'EMOIIIO-
6un 117 r/n, ap. 2,91 - 10"/, n. 21,1 - 10%1, n. 2%, c. 58%,
3. 1%, mumd. 34%, mon. 3%; COD 23 mMm/4. Broxumudeckuii
aHaJu3 KpoBH: oOmmid onmupyous 70,8 MKMOJIB/J1, psiMoit Ou-
mupyoun 47,7 mxmons/i, AJIT 89 EJl/n, ACT 72 EJl/n, MmoueBu-
Ha 6,4 MMOITB/1I, KpeaTUHUH 34 MKMOJb/J, IienouHas docdara-
3a 91 EJI/n, oOmmuii 6enok 54,9 1/1, xonectepuH 3,52 MMOJb/,
tpurmanepuapl 0,77 MMonb/n, Kamwid 6,8 MMOJIB/J, HATpHA
134 mmonb/1, Kaabiuii 1,14 MMOJIB/.

[IpoBeneHo yeyeHue: JIe4eOHO-0XPAHUTEIBHBIA PEXKUM (KFO-
Be3), pecruparopHas moyiepkka B pexxume SIMV, niuranue de-
pe3 30H7a aacopOupoBaHHOM cMechlo «similar special carey», nH-
(y3roHHas Tepanus: miroko3a 5 Mr/kr B 1 muH, 10% aMHHOBEH
nHbanT, 4% nomamMuH 3 MI/KT BHYTPHBEHHO (B/B), 6% BOJIOBEH
10 MA/Kr B/B, UMMYHOIIIOOYIIHH YeIOBEUECKUH 5 pa3, aHTHTe-
MOppariayeckast Teparnusi: BUKacoi 3 pasa, IUIUHOH 5 pas3, aHTH-
OakTepHabHas Tepanus: ayrMeHTHH 50 MI/KT B CyTKH B/B 2 pa3a
B JICHb, AMUKAIlMH B/B | pa3 B CYTKH, aHTUMHKOTHYCCKAs Tepa-
TIHs1, TeAaTONPOTEKTOPbI, CHMITOMATHYCCKas TSPATIHSL.

HecMmotpst Ha mpoBoguMoe JiedeHHe, COCTOSHHE peOeHKa
yxyamanock. CoxpaHsiiach BEIpaKeHHas INIOTHOCTH KOXKH, KOTO-
PYIO HEBOBMO)KHO OBLIO COOpaTh B CKIIAJIKY, BOJIOCHI Ha TOJIOBE
BBITIAJTIA, PAa3BMJICS HKTPONMHOH. 3a BpeMs JUHAMHYECKOTO Ha-
OmroneHnst Ha (OHE TOSIBIEHHSI CHIOHTAHHOTO IBIXaHUS, OTCYT-
CTBOBaJIa BO3MOKHOCTB MepeBo/ia peOCHKA Ha BCIIOMOTaTeIIbHbIN
PEKUM BEHTWISIIIMU (BIOXH, MHUIMHPYEMble pEeOSHKOM, OBLTH
HEBO3MOJKHBI M3-32 OTCYTCTBHSI DKCKYPCUH TPYIHOH KIETKH Ha
(hoHE OTCYTCTBUSI €€ NMACTHYHOCTH U PACTSHKUMOCTH, MIPH STOM
JIBIXaTeNNbHbIe ITYMBI BBICTYNINBAJINCH). Y peOcHKa Takke He
OTMEUCHBI aKTHBHBIC IBIKCHUS B CYCTaBaX BCIICACTBHE X KOH-
TPaKTyp, pedIeKCbl HOBOPOXKIICHHBIX HE BBI3BIBAJIMCH, HAPACTa-
TIM SBJICHUS TUApOLe(aTNH U TTOINOPTaHHON HEIOCTaTOYHOCTH.
Ha 57-i1 nenp xusHM JeBouka ymepna. Ilpuumna cMmeptd —
OpOHXOJICroYHasi JTUCIUIA3Wsl, OCJIOKHHUBIIASCS BPOXKICHHON
JIByCTOPOHHEH ITIOJMCETMEHTAPHOH IMHEBMOHHUEH HA (OHE MHO-
JKECTBEHHBIX aTeJIEKTa30B JIETKUX, MOJIMOPTAaHHON HEI0CTaTou-
HOCTH (JbIXareJIbHas, CepIICYHO-COCYHUCTas U LiepeOpabHast),
9TO OBLIO TIOATBEPIKICHO PEe3yNbTaTaMU BCKPBITHSL.

JaHHbI KIMHUYECKUN Cilydyail NpeACTaBIsieT MHTE-
PEC B CBAI3U C PEIKOCTBIO BCTPEYAEMOCTH PECTPUKTUBHOM
JepMaToIaTuy B IIPAKTHKE AepMaToBeHeposnora Heobxo-
MO TIPOBEJICHUE HCCIIEOBAHUI C LENbI0 pa3pabOTKU
METO/IOB €€ paHHEN NPEeHaTaIbHOU JTUAarHOCTUKH.
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