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YepHeHkoe 0. B., Heuaee B.H., Cmacoea FO. B, TepeujeHko B. A. AxoHgporeHe3 BToporo Tuna (cuHapom JlaHrepa —
CanpunHo) y HOBOPOXAEHHOro: onncaHue KnmHuveckoro cryvasi. CapaToBckui Hay4Ho-meauumuHckui xypHan 2015; 11 (3):
303-305.

OnuncbiBaeTCst KNMHUYECKMIA ONbIT BeAeHWs NauMeHTa C reHeTuyeckum cuHgpomom JlaHrepa — CanguHo B OT-
OerneHnn peaHMmauuy U MHTEHCUBHOWM Tepanuu HOBOPOXAeHHbIX [NepuHaTtanbHoro ueHtpa CapaTtoBckon obnacTtu.
OnuncaHHasa naTtonorvsa SBNAeTCs pegkum ayToCOMHO-AOMUHAHTHBIM 3aboneBaHneM, NPOsiBMASOLLMMCSH MHOXECTBEH-
HbIMW MOpPOKamMu PasBUTUS U NpeacTaBnseT cobon 60MbLION MHTEPEC C NPaKTUYECKOM TOYKN 3peHNst. [JaHHbI CUHOPOM
OTHOCMWTCS K NeTanbHbIM 3aboneBaHusM, Npy KOTOPOM Nnof normbaeT Ha paHHMX CPOKax BHYTPUYTPOBHOro pa3BmuTusi
nnu B BninxariLuem HeoHaTanbHOM Nepuoae OT AblXaTenbHON HeAOCTaTOYHOCTU.

KntoyeBble crnoBa: HOBOpOXAEHHbIN, axoHaporeHes |l Tuna, cunapom Jlanrepa — CanauHo, reH COL2A1.

Chernenkov YuV, Nechaev VN, Stasova YuV, Tereshenko VA. Achondrogenesis type Il (Langer — Saldino syndrome) at
a newborn: Clinical case. Saratov Journal of Medical Scientific Research 2015; 11 (3): 303-305.

The aim of the article is to present clinical experience of conducting the patient with a genetic syndrome of Langer —
Saldino in branch of resuscitation and intensive therapy of newborns of Perinatal Center of Saratov. It is necessary to
notice that the described pathology is a rare autosomal dominant disease shown by plural developmental anomalies
and determines great attention from the practical point of view. The given syndrome concerns mortality diseases lead-
ing to lethal outcomes on early terms of prenatal development, or in the nearest neonatal period from respiratory insuf-
ficiency.

Key words: newborns, Achondrogenesis Il type, Langer — Saldino syndrome, gene COL2A1.

AXOHIpOreHe3oM Ha3sblBaloT rpynny Haubornee Tsi-
XENbIX XPSALLEBbLIX AMCNIa3unii Yernoseka, NPUBOASALLMX K

30Ha. ['eH koampyeT konnareH Il Tmna knacca anbga-1
(COL2A1). 3T0T Benok ABnseTcs OOHUM M3 OCHOBHbIX

neTtaneHOMY Ucxody A0 POXOEHMWS UMW B HEOHATaNbHOM
nepvoge. AT 3aboneBaHUs XapakTeEpPU3YKTCHA Hapy-
LeHneM aMBbpnoHanbHOrO PasBUTUS KOCTHO-XPSILLIEBON
CMCTEMbI U COMPOBOXAAIOTCA CUCTEMHBIM MOpaXeHNnem
ckeneta [1].

AxoHgporeHe3 |l Tuna obycnosrneH MyTauusMu B
reHe COL2A1, pacnonoXeHHoM B AJIMHHOM Mrieve Xpo-
mocombl 12 (12913.11-913.2) n copepxaiiem 54 ak-

OTBeTCTBEHHbLIN aBTOp — Hevaes Bnagumunp Hukonaesuy
Ten.: 89053296726
E-mail: v.nechaev64@yandex.ru

KOMMOHEHTOB MEXKITETOYHOrO BELLEeCTBa COeAMHUTENb-
HOW TKaHWU (CYXOXWIWIN, KOCTHON U XPALLUEBOW TKaHW).
MospexaeHns B reHe COL2A1 npuBOASAT K aKCcnpeccum
OeEeKTHOro KormareHa v HapyLLEHUIO CTPYKTYpbl COOT-
BETCTBYHOLWMX TKaHen [2]. Tun HacnepoBaHus — ayTo-
COMHO-AOMWHaHTHbIN. YacToTa BcTpeyaeMocTu 3abone-
BaHus nNpu poxaeHun coctaenset ot 0,09 go 0,23 Ha
10000 ponoB. CMHOHMMbI J@HHOTO 3a00neBaHUSA: axoH-
aporeHes JlaHrepa — CanauvHo, runoxoHgporeHes. lNMep-
BbIM 3Ty 60ne3Hb onvcanu JleoHapg llaHrep n PoHaneg,
CangwHo [3].
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YacTble KIMMHUYECKME CUMMTOMbI: KOPOTKME KOHEY-
HOCTW, TYNOBULLE U Les, pebpa; HUKHASA MUKPOrHaTus,
pacLienuHa Heba, runonnasus nerknx, Makpouedanus,
nedekt MexnpeacepoHon Neperopoaky,  OTKPbIThIN
aTPVOBEHTPUKYNAPHBIN KaHan. PeHTreHonormyeckn Bbl-
SABMNSETCS HeAoCTaTodHas KanbLndurkauusa NOACHUYHbIX
NMO3BOHKOB M MOSIHOE OTCYTCTBUE Kanbuudukaumm ca-
KpanbHOW W JTOHHOWN KOCTEN, HopMarbHas occudurkaums
yepena, CUIbHOE YKopoyeHue pebep 1 AnnHHbIX Tpy6-
yaTbiX KoCcTen, MmeTadasbl KOTOPbIX UMEHT pasmbiTbie
KOHTYpBbI [4].

OundbdepeHumnanbHaa anarHoCTUKa MNPOBOAUTCA C
axoHgporeHe3om | Tuna (cuHgpom MapeHTn — dpakka-
po) [5]. BonbwmHCcTBO AeTen ¢ cuHapoMom JlaHrepa —
CangnHo nornbatoT BHYTPUYTpoBGHO NMGO B MepBble
Yacbl XWU3HM OT AblxaTenbHON HeJOCTaTOYHOCTW BCnea-
CTBME runonnasumn nerkvx. JIMwbe oguH U3 U3BECTHBIX
nerten ooxun oo Tpex mecsues [6].

Mop Hawwmm HabnogeHEM HaxoaUICA AOHOLLEHHBIN
HOBOPOXXAEHHbIN Manb4uk J1. 3 aHaMmHe3a GbIno n3BecT-
HO, 4YTO pebeHoK OT NepBoOr BGEpPEMEHHOCTU, NPOTEKAB-
e Ha hOHE MHOTOBOAUS, XPOHUYECKOW BHYTPUYTPOO-
HOW FMMOKCWUW Mrofda, OUCTPECC-CUHAPOMA, KOHAIUKTA
C MyNOBWHOW, Yrpo3bl NpepbiBaHUs 6epeMeHHOCTN B
19 Hepenb, B 22 Hepenu, B 25 Hedenb, 3p03vu LLEKN
MaTKN y MaTepu, BPOXAEHHOro Nnopoka pasBuTUS nro-
[a — rMNoOXOHAPOANCNNA3nN KOHEYHOCTEN (BLISIBIEH MO
Y3W nnopa B 23 Hegenu, r. Mockea, ®I'bY «HUAIUM
um. B. . Kynakosay). NpexaeBpeMeHHbIV pa3pbiB OKO-
nonnogHow membpaHbl ¢ 6e3BoaHbIM Nepnogom — 10 4
37 MuH, okoronnogHele BoAdbl cBeTnbie. Poapl nepsble,
CPOYHblEe, B FONIOBHOM MNpeasfiexaHuun, nytem onepauum
«KkecapeBO cevyeHuey. Poauncs OOHOLLEHHbIA Manb4ink
c BecoM 2790 r, anunHou Terna 40 cMm, OKPY>KHOCTbIO roro-
Bbl 36 cM, rpyam — 29 cMm, C OueHKoN no wkane Anrap
5, 6, 6 6bannoB. CocTosiHME NpU POXAEHUN TSXKENoe 3a
CYET AbIXxaTenbHOW HeAoCTAaTOYHOCTU 3-i cTeneHu, ob-
YCNOBIIEHHOWN BPOXAEHHOW NaTOMNornen.

M3 pogunbHoro otgeneHuss peGeHoK MNoCcTynum B
OPUTH c guarHosom: «MHOXeCTBEHHble MOPOKM pas-
BUTUSA: XoHApoaucnnasms. PaclienuHa TBepaoro n msr-
Koro Heba. [Mnonna3sus nerkmx? [ObixaTenbHas HegocTa-
TOYHOCTb 3-1 CTEMNEHUY.

C poxaeHus npoBoannack pecnupaTtopHas Tepanusi:
MBJ1 B TeueHne 18 gHewn, 3aTem npoBoamMnachb gotauus
YBNaXXHEHHOrO KMcnopoga C MOMOLLBI0 «KUCIIOPOAHOW
nanatkm» B TeyeHnve 10 gHen, B nocnegytowem — MBI
B pexxume SIMV, HFV — 5 gHen.

Mpu noctynneHun obpawanu Ha cebs BHMMaHue
MHOXECTBEHHbIE aHOManuu pasBuTKs: GonbLune pasme-
pbl roroBbl (Ha 7 cm GorbLUe OKPY>KHOCTW FPpyAu), BbICTY-
narowun nob, NNockoe nuLo, MUKPOTEHWs1, pacLuenMHa
MSFKOro n TBepaoro Heba, KopoTkas Les, rmnonnasms
rPYAHON KNETKM, YKOPOYEHNE KOHEYHOCTEN.

PeHTreHonornyeckn nmeno mMecTo ykopoyeHue Tpyo-
yaTtbIXx KocTeh n pebep, meTacdumabl gUCTanbHbIX OT-
[enoB MNrevYeBbiX KOCTEN pacluMpeHbl, a 6eapeHHbIX U
bonbLlebepuUoBbIX KOCTEN HE onpeaensnuck. [aTouHble
N TapaHHble KOCTU He BU3yanusmMpoBanucb. Fapa oko-
CTEHEHMS1 MO3BOHKOB MOSICHNYHOIO M KPECTLIOBOrO OT-
nena, NnobkoBbIX KOCTEN OTCYTCTBOBanM (BblpaXKeHHbIE
HapyLleHns octeoreHesa). [pu peHTreHorpacum opra-
HOB rPYAHOWN KMNETKM BbISBMEHbI NMPU3HAKM rMnonnasmu
nNerknx, BpOXAEHHON MHEBMOHUUN 1 TUMOMETanuu.

Mo aaHHbIM O6LEro aHanMsa KpoBuW: NeNKoLmuTos 4o
22%10%n co caBWromM nemkorpammbl BreBo.

Mpu ayckynbtaumm nerknx BbICMYLUIMBANUCL BRaX-
Hble MerKomny3blpyaTble Xpunbl B GasanbHbIX OTAenax
nerkux ¢ Asyx ctopoH. lNMpu caHaumm TB[ oTmevanoch

MEJUATPHSA

00nbLUOE KONMMYECTBO CEPO3HO-CINN3UCTOr0 OTAENSEMO-
ro. beina HasHaveHa aHTMbaKkTepuanbHas Tepanus, My-
KonMTU4eckue npenapatbl, MHPY3MOHHAsA Tepanusi.

B cBA3M C BbISBNEHMEM MHOXECTBEHHbIX MOPOKOB
pa3BuTusi pebeHOK KOHCYNbTMPOBaH reHeTUKoM. Ha oc-
HOBaHWM aHaMHe3a maTtepy, MPEHOTUMNYECKNX OAHHbIX,
peHTreHonorn4yeckoro obcnefoBaHMs HOBOPOXKAEHHOTO
Obin 3anogo3peH cuHapom Jlanrepa — CanguHo (meTa-
duzapHasa xoHgpoamcnnasmus).

B cBs13u ¢ Hannynem pacLuenvHbl MArkoro u TBepao-
ro Heba, Aucnponopumen CTpoeHns Tena manbiw Obin
OCMOTPEH OETCKUM XWPYProm, AMarHO3 MoATBEpPXKOEH.
PekomeHaoBaHO aHTepanbHOE 30HAOBOE KOPMIIEHME.

Mo AaHHbIM HeMpocoHorpadum, Npu POXAEHUM U B
OVHamuke BbisiBNeHa gunataunsa 6okosbix, Il n IV xe-
NYLOOYKOB, a B NocreayLwemM yrpo3a cybKopTMKanbHON
nenkomansaumn. Yepes mecsy nocne poxgeHus Ha HCI
yMepeHHas aunartaums 60KoBbIX Xenyaoykos, 1V xeny-
Oo4Ka, cybkopTUKanbHas nenkoMansums.

HoBopoXaeHHbIN OblyT OCMOTPEH HEeBPOSIorom npu
pOXOEHUN U B AMHAMUKe, coenaHo 3akntodeHue: «lle-
puHaTanbHOe rMNOKCUYECKO-ULLEMNYECKOE MOopaXeHue
LUHC. LepebpanbHas uwewmns 2-n cTeneHu, oCTpblv
nepvog».

YUepes mecsL, nocne poxaeHus BbisBNEHb! CyOKopTH-
KanbHag nenkoMansums, rmgpouedanbHbiin cuHgpom. B
KOMMIEKCHoe rnedeHne Gbina noaknoveHa HOOTPOMHas
Tepanus.

MpoBeneHa KoHcynbTaumsi opTanbMOoNoroM, y Marnb-
YMKa BbISIBNIEHA YacTuU4Has aTpodusi OUCKOB 3puUTerb-
HbIX HepBoB oboux rmas. Mo pesynsratam O3XO-KI un
KOHCynbTaumm Kapguonora obHapyXeHo yHKLMOHMPY-
toLLlee oBanbHoe okHO A0 0,5 cm. OTKpbIThIV apTepurarb-
HbI npoTok 0,25 cm.

Mo gaHHBIM @aHTPOMOMETPUM B MECAYHOM U ABYXMeE-
CSIYHOM BO3pacTe OTMEYEHO pe3koe OTCTaBaHue pocTa
pebeHka, KOHEYHOCTEN, FPYOHOW KIETKU.

3a nocnegHue cyTtkn npebbiBaHus B OPUTH co-
CTOsiHME pebeHka yXyaLunnoch 4O aroHanbHOro 3a cyeT
OEKOMMNEHCUPOBAHHOW AblXaTeNbHON U cepaevHO-CoCy-
OVCTON HeOOCTaTOYHOCTU, C MOCNEnyLLe OCTaHOBKOM
cepaeyHo aesatensHocTn. PeaHnmaunoHHble Meponpu-
ATns 6biny NpoBeaeHbl B MONHOM obbeme, 6e3 adhdpek-
Ta. B Bo3pacte 2 mecaues 28 gHen 10 yacoB 3 MUHYT
KOHCTaTMpoBaHa brnonorunyeckasa cmepTb pebeHka (mna-
AeH4yeckasi cMepTHOCTb). Tpyn pebeHka Obin HanpasneH
Ha MaTornoroaHaToOMUYeCcKoe BCKPbITUE C AUarHO30M:

OcHosHoe 3aboriesaHue: MHOXECTBEHHbIE MOPOKM
pa3sutus (CuHgpom JlaHrepa — CanguHo).

OcroxHeHUe 0CHO8HO20 3aboresaHusi: ocTpas Abl-
xaTernbHas HegoCcTaTo4yHoCTb 3-i cTteneHn. OcTpasa cep-
OeYHOo-cocyaucTasi He4oCTaTO4MHOCTb.

Conymcmesyrouwee 3abonegaHue: cybkopTuKanbHas
nenkomansauusa. 'vapouedarnbHbii cUHAPOM. DyHUMO-
Hupytoee osanbHoe okHO 0,5 cm. OTKpbITbIN apTepu-
anbHbIn npoTok 0,25 cm. YactnyHasa atpodusa AMCKOB
3pUTenbHbIX HEPBOB 060MX rMaa.

®oHoeoe 3aboriegaHue: TUMoOMeranus 3—4 cteneHu.

OTmeyeHO coBnageHne KIMHMYECKOro 1 naTonoroa-
HaTOMWYECKOro AMarHO30B.

Cnenyet oTMETUTb, 4YTO cUHApPOM JlaHrepa — Cangu-
HO — pedkoe ayTOCOMHO-AOMWHaHTHOe 3aboneBaHue,
NPOSIBMSIOLLEECS MHOXECTBEHHbIMW MOPOKaMu pasBu-
TVS U NpeacTaBnseT 60MbLWON UHTEPEC C NPAKTUYECKON
TOYKM 3peHust. [JaHHbIM CMHAPOM OTHOCUTCS K neTarb-
HbIM 3aboneBaHUsAM, MpU KOTOPOM nnofg nornbaetr Ha
paHHMX CPOKax BHYTPUYTPOOHOro passuTuUsi unu B 6nu-
XalleM HeoHaTanbHOM nepuoge OT AbIXaTernbHOW He-
JocTaTtoyHocTn. Heobxoammo NOMHUTE U 3HaTb O TakoM

CapaToBCK/IN Hay4YHO-MeauUMHCKMIA xypHan. 2015. T. 11, Ne 3.
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HacneacTBeHHOM 3abonesaHuK, NpU KOTOPOM MpeHa-
TanbHas ynbTpasByKkoBasi U MOMNEKyNspHO-reHeTn4Yeckas
OMarHoCTUKa Ha paHHUX Cpokax bepeMeHHOCTY 3aTpya-
HeHa. Npy npoBegeHMM COBPEMEHHON YNbTPa3BYKOBON
OMarHoCTUKM annapaTamMun 3KCMEPTHOrO knacca neTarnb-
Hble reHeTUYEeCKNEe U XPOMOCOMHbIE aHOManUN OOMKHbI
OMarHoCTUpOBaThCs C peKkoMeHAaUUs MU K npepbiBaHUI0
6epemeHHOoCTH.

Pogutenam pebeHka Obinv OaHbl pekomeHaaumm o
NpoBeAEHUN MOSEKYNSIPHO-TEHETUYECKOrO MCCrnenoBa-
HUA Ha BblsiBNEHWe AedEKTHOrO reHa npv ganbHenwem
nnaHMpoBaHUM 6epeMeHHOCTH.
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MHAYLUUPOBaHHON GepemMeHHOCTU. CapaTOBCKUI Hay4YHO-MeauUMHCKUIA xypHan 2015; 11 (3): 305-309.

Llenb: onpepenuTb akTopbl pucka, HebnaronpusaTHO BnusKOWMe Ha BHYTpuyTpobHOe pa3BuTue nnopa, npe-
XOEeBPEMEHHbIE POAbI MPU NCMOMNb30BaHNM METOA0B BCMOMOraTenbHOW penpogykTusHon TexHonorum (BPT); oueHnTs
300pOBbEe HELOHOLUEHHbIX AeTel OT MHOrOMMogHOW MHAYLMPOBAHHON GepeMeHHOCT! MO AaHHbIM [lepuHaTanbHOro
ueHTpa CapaToBckon obnacTtu 3a nocrnegHve 3 roga. Mamepuan u memoosl. MNoa HabniogeHvem Haxogmnock 139
6epeMeHHbIX XeHLWMH ¢ npuMmeHeHnem BPT. Pogunock 202 pebexka (51 4BOWHS U 5 TPOEH), U3 HUX NpoaHanmnampo-
BaHO 83 HeOOHOLUEHHbIX pebeHKa, POXAEHHbBIX OT MHOFOMNSOAHOW MHAYLUMpOBaHHOW BepeMeHHOCTU. Pe3yrismamesi.
HepoHolueHHble feTu, poxaeHHble meTogom BPT, pacnpegenunuce cnegytowmm obpasom: 22—-28 Hegenb — 19 ge-
Ten; 29-32 Hepgenb — 23; 33-36 Hegenu — 41. Acurkensa npu poxaeHun oTMeyanach y BceX HefoHOLWeEHHbIX. [bl-
XaTenbHasi HeJOCTaTOYHOCTb NpPU poXaeHun BbisiBneHa B 87,3 % cnyyaes. BbisBreHbl Hanbonee yacTble NaTonorni
HEZIOHOLLEHHbIX: HEBPOSIOrMYECKME HapyLLEeHWs 1 BPOHXO-NerodHas naTonorusa BCTpevanach y BCex AeTel, aHoManum
pa3sutns — 33,8 %, peTnHonatnsa HegoHOLWeEHHbIX — 26,5 %. MpuynHaMu neTanbHOCTU CTanu: KpanHSAs He3penocTb,
uepebpanbHas nenkomansaums, BXK 3- ctenenun. 3aknroyeHue. BoisBneHbl haktopbl pucka, HebnaronpmaTHo Bnu-
AoLWMe Ha NnoA, npexaeBpeMeHHble podbl Npy npuMeHeHun metofos BPT: Bo3pacTHble nepsopogsiine, dapma-
KOINornyeckoe BO3[AENCTBUE, OTCYTCTBUE (PM3UOIOTMYECKUX YCMOBWUIA BHYTPUYTPOOHOrO pasBuUTUS; MHOronnogHas
GepeMeHHOCTb. BhisiBNeH BbiCOKMIA NpoueHT poxaeHus gete ¢ AHMT n OHMT. Y Hux vawe passuBancsa POCH c
panbHenwum dopmmpoBaHuem BI1, peTtnHonatum HegoHoLEHHbIX, nopaxeHue LIHC.

KnioueBble cnoBa: HOBOPOXOEHHbIE, HE[IOHOLLEHHIE AIETH, BCIOMOraTeNbHbIE PENPOAYKTUBHbIE TexHonorm (BPT), akcTpakoproparbHoe
onnogoteopetue (AKO), npesxeBpeMeHHbIE Pofibl, MHOTOMNOAHAS MHAYLMPOBaHHasH GEPEMEHHOCT.
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Objective: to define the risk factors adversely influencing prenatal development at premature birth at use of meth-
ods of assisted reproductive technology (ART); to estimate premature’ infants health from multiple induced pregnancy
according to Perinatal Center of Saratov for last 3 years. Material and Methods. Under supervision there were 139
pregnant women with application ART. 202 children (51 twins were born and 5 triplet babies), from them 83 premature
infants born from multiple induced pregnancy have been analyzed. Results. The newborns examined by method ART,
were distributed as follows: 22—-28 weeks — 19 children; 29-32 weeks — 23; 33-36 weeks — 41. Asphyxia at birth was

Saratov Journal of Medical Scientific Research. 2015. Vol. 11, Ne 3.



