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bepemMeHHOCTD y KEHINMH C AaXOHAPOILIA3HMell BCTPeYaercss AOCTATOYHO PEIKO H
npeacTaB/isieT 3HAYUTEIbHbIH PUCK KaK VIS CaMOM KEHIIMHBI, TAK U I IU104a. AXOH/I-
pPOILIa3us — BPOKACHHOE TIeHeTHYecKoe 3al0osieBaHHe, NPOSABJIAIONICECH B HAPYLICHHH
NPOLECCOB IHXOHAPAJIBLHOI0 OKOCTeHeHHs, Ha (JOHe HOPMAJIbHBIX 3MOCTAJIBHOIO U MEPHO-
CTAJBHOI0 OKOCTCHECHHH, YTO BeJeT K KapJHKOBOCTH 32 CYeT HeJ0pPa3BUTHS JJIMHHBIX
TpyOuaThIX Kocreil. Berpedaercss nanHasi marosnorust ¢ yacroroil 1 cayqait ma 15 000-
40 000 >KuBOPOKIEHHBIX.

B pe3yabTare 6ecniopsizouHOro pacinoJio;KeHUs KJIeTOK POCTKOBOIO Xpsilia, HApylia-
eTcs MPOoLecCe OKOCTEHEHH s, M POCT KOCTel B JVIMHY 3a/lep:KMBaeTCH.

BceaencrBue BbIpakeHHOT0 HAPYLIEHUS] Pa3BUTHS KOCTell OCHOBAHUS 4yepena, JUIO
THIIMYHO: BBIAAIOINASICA BIepe] JIOOHAsi KOCTh, CeJJIOBHIHBIN HOC, MOKeT Ha0JJII01aThCsA
nporuatusi. OTHOCHTe/IbHOE YBeJMYeHHe MO3r0BOM 4acTH 4epena, 00ycJOBJIEHO OTCTAa-
BaHHEM B pPOCTe OCHOBAHMs 4epena, HepeAko HajnuuueM ruapouedanuu. [lopaxxkenue 3a-
XBaThIBaeT BeCh CKeJIeT, HO 0COOCHHO OHO NMPOSABJISAETCH B MPOKCHMAJBHBIX 0TAEJIAX KO-
HEYHOCTEH.

IlpuunHoii pa3BuTHs axoHapomiasuu siBiasiercs myranus rena FGFR3 (Fibroblast
growth factor receptor-3). Myrauusi npeacrasJisier co0oii 3ameny G Ha A B no3uuun 1138
(G1138A). B 20% cay4aeB axoHApOILIa3us Nepeaaercs Mo HacjaeacTBy, B 80% pasBuBaer-
csl B pe3yJibTaTe BlepBble BO3HMKIIEH MyTauuu. B romo3uroraom cocrossnum aedexr siB-
JISIeTCH JIeTATbHBIM.

BepeMeHHOCTD y ’KeHIIMH ¢ AaXOHAPOIJIa3Heil pa3BUBaeTCs HeJIerKo, ¢ LeJbIM Ps/ioM
ociokHeHuil. Cpean 0CJI0KHEHHH BO BpeMsi 0epeMEHHOCTH BbIACISIOT — HAPYLIeHHEe Jbl-
XaTeJbHOI (PYyHKIMH, CUIbHeHast 00JIb B CTIMHE, CePAeYHO0-COCYAUCThIe 0CI0KHEeHHU .

B nanHoil craTbe, HA MpUMepe COOCTBEHHOI0 KIMHHUYECKOr0 Ha0/II0JeHHs CTPEeMHU-
JINCh NOKAa3aTh, YTO BbIHALIMBAHUE 0EPEMEHHOCTH M POXKAEHHE Pe0eHKA Y KEHIIHUH ¢ Ta-
KOW marosiorvueii Bo3mMokHbl. HaM 04eHb X0TeJOCH NMOACTUTHCH € TAKHM YHHKAJIBHBIM
KJIMHUYECKUM Ha0/10leHrneM. 3a mocjieJHUe HeCKOJIbKO JAeCATHIeTHIl He BCTPevyaoch Oe-
PEMEHHBIX C TAKOH BLIPAKEHHON IeHETHYECKOM MaToI0rHeH.

Knwoueswvie cnosa: axonoponnasus, bepemenHocmy, pooul.
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Axonaporutazus  (xouapoauctpodus,
6one3us [lappo-Mapu) — 3TO TeHETHYECKOe
3a0o0yieBaHUE C HapyLIEHHEM B POCTE KOCT-
HOM TKauu [1].

B ocHoBe nexar reHeTHUYeCcKue u3Me-
HEHHUsI, TMPUBOJAIINE K HAPYIICHUSIM SHIO-
XOHJPAJIBLHOTO POCTa AJUHHBIX M KOPOTKUX
TpyOUaThIX KOCTEW. 3a00JeBaHNE OTHOCUTCS
K TpyIIEe BPOXKICHHBIX JUCILIAa3ui [2].

Berpeuaercs naHHas naTosorus ¢ yac-
totol 1 ciyvait Ha 15 000-40 000 xuBOpPOX-
JICHHBIX BO BCEX STHUYECKUX Tpynmnax, mnpu
sToM 80% ciyyaeB pa3BUBAaETCs B pe3yJbTa-
T€ BIIEPBbIE BO3HUKILIEH MYTallMd U TOJIBKO
20% — poxaeHue OOJBHOTO peOEHKAa OT
OOJIBHBIX POIUTENEH.

B romMo3uroTHoM cOCTOSIHUU 3TOT ay-
TOCOMHO-JIOMHHAHTHBIH Ae(eKT sBiseTcs
netanbHbIM. OCHOBHAsi TpPUYMHA CMEpPTHU-
TUNOIUIa3Usl JIETKUX B PE3yJbTaTe CY>KEHUs
rpyaHo# KiaeTku [3-5].

[IpnunHONM pa3BUTUA aXOHIAPOILIA3HH
apisgercs mytanus rena FGFR3 (Fibroblast
growth factor receptor-3), pacrosoXeHHOTO
Ha yyactke 16,3 xopoTkoro muieda 4-ii Xpo-
MOCOMBI. Takke yCTaHOBIJIEHO, YTO JIaHHBIN
I'eH, KOHTPOJHUPYET MPOU3BOICTBO IPOTEUHA,
KOTOpBIM pacrojio’KeH Ha MOBEPXHOCTH KJle-
TOK pa3MYHBIX THUNOB TKaHEH, BKIIIOYAs
XpAILLIEBYIO U KOCTHYIO. J[aHHBIN Oenok oTBe-
YyaeT Ha BO3JeHCTBHE (aKTOPOB pocTa U COo-
3peBaHus KIETKH [6].

DEHOTUNMYECKH IS TAIUEHTOB C aXOH-
JpoIia3ueld XapaKTepHbl YKOPOYEHHE KO-
HEYHOCTEH 3a CYET IPOKCUMAJIbHBIX CErMEH-
TOB, OoOJibllIasi TOJIOBA, BBICTYMAIOIIME JIOO-
Hble OyTpbl, 3aMaBiias MepPeHOCHIIa, MPOTHa-
THU3M, KOCTH KHUCTEH M CTON YKOPOUEHBI
(bpaxupaktunusi). [Ipu packpbITol NagoHU
nanblbl MIMPOKO pa3BelEHbl, IpUUeM OO0Jb-
Hoii He MoxkeT cBectH III u IV manbusl («py-
Ka Tpe3yoOeny»), «yTHHas» IOXOJKa, Iosc-
HUYHBIN 10pa03. IHTENNIEKT NalueHToB, KakK
paBuiIo, HE cTpaaaet [4, 7].

bepeMeHHOCTS y JKEHIIMH C aXOHPOIUIa-
3Uel pa3BHUBAETCSl HENETKO, C LEIbIM PSIOM
OCJIO)KHEHMI: MOTYT HapacTaTb CHMIITOMBI
KOMITPECCUH TMO3BOHOYHHMKA, TOSBISIOTCS cep-
JIEYHO-JIETOYHBIE OCJIOKHEHNS, TAKHE KaK apTe-
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pUaibHas TUIIEPTEH3MS, JbIXaTelbHas HeloCTa-
TOYHOCTh. bornee wacto BcTpedaercst yrposa
NpephIBaHusl OCPEeMEHHOCTH KaK Ha paHHEM,
TaK M IMO3IHEM cpoke OepemeHHocTH. Biara-
JIMIIE Y TaKUX >KEHIIMH KOPOTKOE U y3KO€, a 13-
3a HaKJIOHA Ta3a U CY)KEHMs JIOHHOHM 4acTu ca-
KpaJbHO-BepTEOpaTbHBI BBICTYIl HAXOIUTCS
4acTo Ha riTyouHe Bcero 7-9 cm. Beem eHmm-
HaM TOKa3aHO pOOpa3pelleHre IMyTeM Orepa-
n KecapeBa ceueHust U3-3a MajbIX pa3MepoB
u neopmanuu taza. Takum xeHnmHam Keca-
PEBO CEUeHHUe CIieqyeT MPOBOIUTH MO OOIM
HApKO30M, TOCKOJIbKY CTE€HO3 IO3BOHOYHHMKA,
OOYCIJIOBIIEHHbI KOPOTKMMH HOTaMU OYEHb
3aTpy/AHSET KayJalbHYIO, SHUIYPAIGHYIO H
CIIMHHOMO3TOBY0 aHecTe3uro [8-11].

Kaxgas OepeMeHHas C JMarHO30M
aXOHJPOIUIa3Us MPEACTaBIsIET OCOOBIH MH-
Tepec AN paccMoTpeHusi. B naHHOI cTatbe
JEMOHCTPUPYETCS. YHUKAIbHOE KIMHUYECKOE
HaOJIFOJEHUE.

bepemennas A., 20 yeT ¢ IMarHo3oM:
axonjporuiazus (puc. 1). Poct nanuentku 95
cMm, Bec 30,5 kxr. Pazmepsl Taza =17-17-25-15.
Pom6 Muxasmuca 9-9 cm. HacnencrseH-
HOCTh oTdrouieHa. Orer U AeqylIKa Mamu-
CHTKH CTpajaloT axoHAporuazuei. Myx
3nopoB 19 ner. Poct 174 cm. Jlannast Gepe-
MEHHOCTH TiepBasi.

B cpoke Gepemennoctu 17 Henens na-
[MeHTKa ObUla B3sTa Ha Y4eT B >KEHCKOU
KOHCYJIbTAIINH, TJIe OblJ1a HHOOPMUPOBaHA O
BBICOKOM, 50%-HOM pHCKE HaclIen0BaHus
aXOHJPOIUIa3HH, O BBICOKOM PHCKE Mpexie-
BPEMEHHBIX POJIOB, O HEOOXOJUMOCTH POJIO-
pazpemieHusi myrem onepauuu Kecapea ce-
yenust. OT npepbIBaHUsS OEpEMEHHOCTH KaTe-
TOpUYECKH OTKa3anach. B nanbHelimem Oe-
pemenHast Habmoaanace B ['BY PO «O6na-
CTHOM KJIMHUYECKHUW IEPUHATAIBHBIN LIEHTP»
Ha CTallHOHAPHOM JICYCHHH.

bbia ocMoTpeHa reHeTHKOM. 3akiioye-
Hue: bepemennocts 17 Henens. AXoHapoIuia-
3usl y Marepu. Puck poxnenus peOeHka c aHa-
JIOTHYHBIM 3a00s1eBanreM 50% (BBICOKHIA).

Ha cpoke Oepemennoctu 19 Henenb
ObUTa TIpOBEACHA TeNEeMEIUIIMHCKAsT KOH-
cynapTaiys ¢ HaydHbIM LIEHTpOM akyuepcT-
Ba, TMHEKOJOTUU W TMEPUHATOJIOTHH HMEHU
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Puc. 1. luarnos: axonaporuiasus

akagemuka B.M. KynakoBa, B xo1e KOTOPOW,
ObLITM M3y4YeHBI CIEAYIOIUE MaTepuabl:
JIaHHBbIE AHAMHE3a — CEMEMHOIro M aKylep-
CKOTO, JaHHbIE 00CIe0BaHUs BO BpeMs Oe-
PEMEHHOCTU. YCTaHOBJIEHO HMKECIENyIo-
mee: bepemennocts 19-20 Henenb. [lanHbie
VY3U B 19 Henens — pa3BuTHE NOJa B HOPME,
pa3Mepbl IUIoAa MpomnopuroHanbHel. Ha oc-
HOBAHMM BBIIIECKa3aHHOTO OBLIO 3aIljlaHu-
POBAHO POAOPA3PELINTh NALMEHTKY IyTEM
oneparuu KecapeBa cedenus B cpoke 28-31
Henenb. HabOmioneHne B MepUHATAIbHOM
LEHTPE N0 MECTY KUTEJbCTBA.

Bo Bpems naHHO# OepeMeHHOCTH:

18 nenmenp — OeccumnToMHas OakTe-
puypH;

24 Henenu — BbI3BaHHasi OepeMEHHO-
CTbIO THMIIEpPTEH3Usl 0€3 3HAYUTEIBHOM Mpo-
TEMHYpUHU, aHemust | CT., HEJOCTAaTOYHBIH
pOCT MmyI0/a (CTallMOHApHOE JICUeHHE);

27 Henenp — runepToHnYecKas 00Je3Hb,
BbI3BaHHAsE OEPEMEHHOCTBIO, 3aJep)KKa BHYT-
puyTtpobHoro pazsutus miona (3BPII) 1 cr.
AccumerpuuHas (opma, aHEMUsI JIETKOW CTe-
TIeHU (CTaIMOHAPHOE JICUCHNUE);

30 Henenb — TUNEpTOHNYECKast OOJIe3Hb,
BbI3BaHHAs! 0EPEMEHHOCTBIO, 0€3 3HAUNTEILHOM
nporenHypuu 3BPII 1 cr., anemust nerkoi cre-

nenn. MHpekuun monoBeIx myTel. YaBoeHHe
YalIeyHO-JT0XaHOYHON CUCTEMBI JIEBOH TTOYKH;

33 HeAem — Ta30BOE IOJIOXKECHHE ILIOJA.
['unepronnyeckasi 601e3Hb TIPH OEPEMEHHOCTH
0e3 3HaumrTenbHOM npotennypuu, 3BPII 1 cr.,
aHeMMs JIETKOH CTeleHW. YIBOGHHE dYalleyHO-
JIOXaHOYHOM CHCTEMEI JICBOM ITOYKH.

VYAbTpa3ByKOBbIE HCCIEAOBAHUS MPO-
Boauiiuch B 16, 18-19 nenens, 24, 30 Henemnb.

[Tocne cTabMM3aly COCTOSIHUS TIAI-
€HTKHU OBLT IEPECMOTPEH CPOK POAOPA3PEIICHHS
B [10JIb3Y MPOJIOHTMPOBAHKS OEPEMEHHOCTH.

Ha cpoxe 37 nenens nmposeneno Keca-
peBo ceudeHue. M3BiedeH IIIOA KEHCKOTO
noma 2080 1, poct 43 cMm, C OIEHKOW IO
mkane Anrap 5/6 OanioB, ¢ NpU3HAKaMH
axoHjporuiazuu. HoBopoxaeHHass Haxoau-
Jach B OTJEJICHUM HWHTEHCUBHOM TEpaIuu.
[ToBTOpHO OCMOTpEHa reHeTUKOM. BrisBiie-
Hbl €IMHUYHBbIE MPU3HAKK aXOHIPOIUIA3UH.
[Tnanupyercs nanpHeiee HaOMIOAECHUE HE-
OHATOJIOTA U APYIUX Y3KUX CIEIIUAINCTOB.

3akaoueHune

JlaHHBIM KIIMHUYECKUM CIydall JEMOH-
CTPUpPYET BapUAHT BEJCHUS U POJOpa3pele-
HUSl J)KEHIIWH C TaKOM PEIKOM U YHUKAIbHOMN
MaTOJIOTUH M TPEJCTABISAET OOJBIIION MHTE-
pec s paboThI Bpayua akyliepa-THHEKOJIora.

Ha HY6J'II/IK3LII/IIO JAHHBIX O MAallUCHTC MOJYYCHO €ro MMCbMCHHOC I/IH(l)OpMI/IPOBaHHOC corjiacue.

285

Kongnuxm unmepecos omcymemayem.



«HAYKA MOJIOABIX (Eruditio Juvenium)»

Jlureparypa

1. Dugoff I, Theieme G., Hobbins J.
Skeletal anomalies // Clin. Perinatal. 2005.
Vol. 27. P. 976-1005.

2. BonkoB M.B., Meepcon E.M., Heu-
posogoBa O.JI. HacinencTBeHHBIC CUCTEMHEIC
3a0oneBanus ckenera. M.: Meaununa, 1982.
320 c.

3. IlerpuxoBckuii b.M., Mensenes
M.IO., IOnuna E.B. BpoxaeHHble nopoku
pa3BUTHS: TMpeHaTadbHAas JUAarHOCTUKA W
takTuka. M.: PABY3/IIIT, Peansnoe Bpewms,
1999. C. 145-158.

4. IlomkoBa A.B., IlleBmoBa B.H.
AXOHApOIUIa3usi: PYKOBOJCTBO IJisi Bpaudei.
M.: Memuuumna, 2001. 352 c.

5. Wtypm B.A. PykoBoACTBO 110 OpTO-
neauu W TpaBmarosiorun. M.. MeauuuHa,
1968. T. Il

6. Velinov M., Slaugenhaupt S.A., Stoi-
lov I. [et al.]. The gene for achondroplasia
maps to the telomeric region of chromosome
4p // Nature Cenet. 1994. Vol. 6. P. 318-324.

7. Koznosa C.U., Cemanona E.H., [le-
mukoBa H.C., bouanukosa O.E. Hacnencr-

BEHHbIE CHHAPOMBI U MEIUKO-T€HETUYECKOe
KoHCynbTUpoBanue. JI.: Menununa, 2003.
318 c.

8. Wlyneman Jx. M., Cumncon Jlx.JI.
HacnenctBennbie 06osie3HU TpU OEpeMEHHO-
cru / nep. ¢ anrit. k.M.H. EJI. AiinropH. M.:
Menununa, 1985. C. 89-105.

9. Kosanenko M.C., EdppemoBa M.C.,
OxkopoukoBa HO.B. OcobGeHHOCTH TeueHUs
OEpEMEHHOCTH M POJIOpA3PEIICHUS TIEPBOPO-
JTSMIMX KPUTUYECKUX BO3PACTHBIX Tpymml //
Hayka monoapix (Eruditio Juvenium). 2014.
Nel. C. 90-94.

10. IlerpoBa E.M. CocrosiHue u mnep-
CTHEKTUBBI Pa3BUTHS JIeueOHO-TIpOUIaKTHIEC-
KOU TTOMOIIM OepeMEHHBIM M HOBOPOXKICHHBIM
B Psi3anckoii o6mactu // Hayka monoasix (Eru-
ditio Juvenium). 2013. Nel. C. 35-40.

11.Capnpues O.H., Mapuzoera M.M.,
KanmeikoB E.JI., Cynranos /.M., BoOmxo-
HoBa O.b. TeueHune posioB y XKEHIIMH C Ba-
PHUKO3HOH 0ose3Hbr0 // Poccuiickuii MeIuKo-
OMONOrMYecKUii BECTHUK UMEHHU aKaJeMHuKa
W.I1. MaBnmoBa. 2017. Nel. C. 98-99. doi:
10.23888/PAVLOVJ2017197-102.

CBEJEHNA Ob ABTOPAX

JlaBpenTtheBa M.H. — crynmentka 6 kypca jedeOHOro Qakynbrera, PS3aHCKUI rocynapcTBEHHBIH MeIUIIH-
ckuil yauBepeuteT uM. akaa. M.I1. [1aBnosa, r. Ps3ans, Poccuiickas ®@eneparusi.

E-mail: iruskalavrenteva@gmail.com

Mupor .M. — n.M.H., ipodeccop kadeapr aKyepcTBa H THHEKOIOTHH, Ps3aHCKUI TOCYIapCTBEHHBIA Me-
nUIMHCKUN yHUBepcuteT uM. akan. W.I1. [1aBnosa, r. Ps3ans, Poccuiickas @enepanusi.

Amndaios J[.B. — accuctent kadeapbl aKymiepcTBa ¥ THHEKOJIOTHH, Ps3aHCKU rOCY1apCTBCHHBIN METUIIMH-
ckuit yauBepcuteT uM. akaj. W.I1. [1aBnoga, r. Pa3anb, Poccuiickas ®@exnepanus.

Perrmra H.b. — k.M.H., TOIEHT Kadenpsl aKyIiepcTBa U THHEKOJIOTHH, PsS3aHCKHH TOCYIapCTBEHHBIH MEIH-
uuHCKui yHuepcuteT uM. akaf. ML.IL. I1aBnosa, r. Pa3anb, Poccuiickas ®enepaums.

286



«HAYKA MOJIOABIX (Eruditio Juvenium)»

OPUT'HHAJIBHBIE UCC/IEJJOBAHUA

© Lavrentieva I.N., Mirov I.M., Anfalov D.V., 2017
V]IK 618.3-06:616.71-007.157
DOI:10.23888/HMJ20172283-290

GESTATION COURSE AND DELIVERY PECULIARITIES IN WOMEN
WITH ACHONDROPLASIA

I.N. LAVRENTIEVA, |.M. MIROV, D.V. ANFALOV, N.B. REPINA
Ryazan State Medical University, Vysokovoltnaya str., 9, 390026, Ryazan, Russian Federation

Pregnancy in women with achondroplasia is rather uncommon and represents a great
risk both for the woman and the fetus. Achondroplasia is a congenital genetic disease, which
is manifested byendochondral ossification disturbances against the background of norma-
lendosteal and periosteal ossification, and which results in dwarfism due to long tubular
bones hypoplasia. This disorder occurs in approximately 1 in 15000-40000 of live births.

A chaotic arrangement of germinative cartilage cells results in ossification distur-
bances and retardation of linear bone growth.

Due to marked disturbances in the skull base formation the face typically has a prom-
inent forehead, flattened nasal bridge, progenia can also be observed. A relative increase of
cerebral cranium is due to slow skull base formation and sometimes to hydrocephalus. The
whole skeleton is affected, especially the proximal parts of extremities.

Achondroplasia is caused by a mutation in fibroblast growth factor receptor 3
(FGFR3). The mutation is the replacement of G to A in 1138 position (G1138A). Achon-
droplasia is inherited in 20% of cases, in 80% of cases it being the result of new gene mu-
tation. Homozygous achondroplasia is considered to be a fatal form of this disorder.

The gestation course in women with achondroplasia is not uneventful. The main compli-
cations are disturbance of respiration, a severe pain in the back, cardiovascular disorders.

The present article is based on the authors’ own experience and is aimed to show that
carrying the pregnancy and the birth of a living child are possible in women with such pa-
thology. We are eager to share this unique clinical observation taking into consideration
the fact that pregnant women with this marked genetic pathology have been very rare in
the last few decades.

Keywords: achondroplasia, pregnancy, delivery.

Achondroplasia  (chondrodystrophy, This disorder occurs in 1 among
Parrot-Marie’s disease) is a genetic disease 15000-40000 of live births in all ethnic
accompanied by a bone growth disorder groups, 80% of cases being the result of new
[1]. It is caused by genetic changes, which gene mutation and only 20% being inherited.
interfere with normal endochondral growth Homozygous form of this autosomal
of short and long tubular bones. The dominant genetic disorder is lethal, the main
disease is referred to the group of congeni- cause of death being pulmonary hypoplasia
tal dysplasias [2]. due to the chest compression [3-5].
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Achondroplasia is caused by a muta-
tion of the FGFR3 gene (fibroblast growth
factor receptor 3) located at 16,3 site of the
4™ chromosome short arm. This gene is
found to control the production of protein
which is located on the surface of different
tissue cells including cartilaginous and bone
tissues. This protein is responsible for the
cell growth and cell maturation [6].

Phenotypic features of patients with
achondroplasia are short limbs due to proximal
parts, a disproportionally large head, a promi-
nent forehead, low nasal bridge, progenia, short
hand and foot bones (brachydactyly); ring and
middle fingers point away from each other
(«trident hand»); waddling gait; lumbar lordo-
sis. Patients with achondroplasia generally
have normal intelligence levels [4, 7].

Pregnancy in women with achondroplasia
is not uneventful. It may be accompanied by
different complications: increasing spinal com-
pression symptoms, cardiovascular disorders
such as arterial hypertension, respiratory insuffi-
ciency. Threatening miscarriage often occurs
both in early and late gestation terms. The vagi-
na in these women is short and narrow, the sa-
cral and vertebral projection is at the depth of
only 7-9 cm due to pelvic inclination and pubic
narrowing. Pregnant women with achondropla-
siamust always be delivered by caesarean sec-

tion because of the small size and deformation
of the pelvis. The operation should be per-
formed under general anesthesia as spinal steno-
sis due to short stature makes it difficult to apply
caudal, epidural spinal anesthesia [8-11].

Every case of pregnancy with achondrop-
lasia is of great interest for researchers. The giv-
en article presents a unique clinical observation.

A 20-year-old woman with achondropla-
sia was admitted to maternity welfare Centre at
17 weeks of gestation for routine obstetric care.
On physical examination, the height of the pa-
tient was 95 cm, the weight was 30,5 kg, pelvis
size was 17-17-25-15, the rhomb of Michaelis
measured 9-9 cm. The patient had an aggravated
family history, her father and grandfather suffer-
ing from achondroplasia. Her hushand was a 19-
year-old healthy man, his height being 174 cm.
That was the patient’s first pregnancy.

The woman was informed about 50% risk
of having a child withachondroplasia, about the
high risk of preterm birth and the necessity for
caesarean section delivery. She refused to dis-
continue gestation. Then the patient was under
medical care at the in-patient department of Re-
gional Clinical Perinatal Centre.

The patient was examined by a genetic-
ist. His diagnosis was 17 week gestation,
achondroplasia, 50% risk of delivering a
child with the same pathology.

Fig. 1. Diagnosis: achondroplasia
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When the patient was at 19 week of ges-
tation we had a telemedical consultation with
specialists from V.I. Kulakov Research Centre
of Obstetrics, Gynecology and Perinatology
(RAMS), during which the following data were
presented and discussed: family history, ex-
amination results. Ultrasound scanning at 19
week of gestation showed a normally develop-
ing fetus with proportional sizes. The patient
was scheduled for caesarean section delivery at
28-31 week of gestation. She was to be fol-
lowed up at the local Perinatal Centre.

The course of the present gestation:

18 week — asymptomatic bacteriuria;

24 week — gestation-induced hypertension
with no significant proteinuria, 1% stage anemia,
insufficient fetus growth (hospital care);

27 week —gestation-induced hypertension,
1% stage intrauterine growth retardation, asym-
metrical shape, mild anemia (hospital care);

30 week — gestation-induced hyperten-
sion with no significant proteinuria, 1% stage
intrauterine growth retardation, mild anemia;
urogenital infection; reduplication of pyelo-

caliceal system in the left kidney;

33 week — pelvic fetus position, gesta-
tion-induced hypertension with no significant
proteinuria, intrauterine growth retardation,
mild anemia; reduplication of pyelocaliceal
system in the left kidney.

Ultrasound examinations were per-
formed at 16, 18, 19, 24, 30 weeks of gestation.

After the patient’s condition had been sta-
bilized it was decided to prolong the period of
gestation and change the time of delivery.

Caesarean section was performed at a
gestational age of 37 weeks. A live female
baby was delivered who weighed 2080 g, the
height was 43 cm, and who had Apgar scores
of 5/6. The newborn baby had some features
of achondroplasia and was under medical
care at intensive therapy unit. The baby was
examined by a geneticist.

Conclusion

The present clinical case demonstrates
one of the ways for prenatal care of women
with such rare and unique pathology and is of
great interest for obstetrician-gynecologists.

For the publication of data on the patient received she's written informed consent.
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