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B NOMOLLb NPAKTUYHECKOMY BPAYY

PEOKUA KITMHUYECKUN CNTYHYAU TAHATO®OPHOU

KAPJINKOBOCTU Y PEBEHKA

CynenmaHoBa J1.1., Paxmankynosa 3.K., Kamanos 3.C.
TalkeHTCKNA NeguaTpuyeckum MegULMHCKUA UHCTUTYT

Tanarodoprass kKapIMkoBOCTh (TaHaTo(OpHAs JHC-
wrazust, MKB-10 — Q77.1) — peakoe nerajipHOE 3a00-
JICBAHUE, KOTOPOE XapaKTePU3YeTCs YKOPOUCHHUEM KO-
HEYHOCTEH MPU HOPMAIbHOW JJIMHE TYJIOBHUIIA, Y3KOH
TPYOHON KJIETKOH, KOPOTKMMH peOpamu, KOPOTKHMHU
U MIUPOKMMHU KOCTSMH Ta3a W JJIMHHBIMH TPYO4aThIMHU
KOCTSIMH, a TAK)K€ YMCHBILICHHEM BBICOTBI [T03BOHKOB Ha
perrreHorpamme [8]. TanarodopHas KapIUKOBOCTH SIB-
JIIETCST OHOW M3 HamOoJiee pacrpoCTpPaHEHHBIX (HopM
JICTAJIBHBIX CKEJICTHBIX TUCIUIa3Mid, €¢ 4acToTa BCTpe-
yaeMocTu cocrasisieT 2-3 ciaydad Ha 100 000 HoBOpo-
xaeHHbIxX [5]. [lepBoe yroMuHanue o0 OOJBHOM C TaHa-
TOGOPHOW KapIMKOBOCTHIO OBLIO chemano C. Maygrier
B 1898 1. [1]. [To3xe, B 1967 1., 3a00sieBaHne IETaIBHO
onucanu P. Maroteaux u M. Lamy Ha npumepe HOBOpoO-
YKJICHHBIX C KOPOTKMMU KOHEYHOCTSIMHU M Y3KOU TPYJHOM
KJIETKOW, yMEPIIUX B TepBble Yackl ku3uu [2]. B 1997
r. K. M. Baker cooburmn o mamueHTe ¢ TaHatoQopHOH
KapIIMKOBOCTHIO U HEOOBIYHO BBICOKOW MPOIOIIKUTEIb-
HOCTBIO JKU3HU — MaJIbuuK npoxkui 9 ser [3]. B 1991 .
Obi1 kaptupoBaH reH FGFR3, cBs3aHHBIN ¢ pa3BUTHEM
TanatoopHoi kapiukoBoctu [4]. Bee cimyuaun 3abome-
BaHUsI HOCSAT CIIOPAJANYCCKHIA XapakTep, T. K. OOJIbHBIC
HE JIOKUBAIOT J0 PEHPOAYKTUBHOIO BO3pacTa M HE MO-
TyT Tiepenarb TeHEeTHYeCKUH aedeKkT MoToMcTBy [6].
[To HEKOTOPBIM NAaHHBIM, TaHATO(MOPHAS KapIUKOBOCTH
cBszana ¢ myranusamu reHa FGFR3 [9]. Tanarodophas
KapIIMKOBOCTh 1-r0 THIa B OOJILIIIMHCTBE CIy4acB CBS-
3ana ¢ myTanusamu Arg248Cys (R248C) wim Tyr373Cys
(Y373C), torna xak TaHatoopHas KapJIMKOBOCTH 2-TO
THna o0bIYHO cBsizaHa ¢ MyTtanuein Lys650Glu (K650E)
[8].

Jis maHHOTO 3a00JIeBaHMS BO3MOXKHA TIPEHATAIB-
Has TMarHOCTHKa Ha ocHoBaHuu Y3U m Ouoricuu BOp-
CHH XOpUOHA WJIM aMHHOIIEHTE3a C MOCIEAYIOIUM MO-
JeKynspHo-reHeTnueckuM ananusom reHa FGFR3. Ilo
MHEHHIO HEKOTOPBIX aBTOPOB, TIOATBEPIKICHIE AUAarHO3a

[IpU MPEHATAIBLHON YIBTPAa3ByKOBOW M T€HETUUECKOU U~
ATHOCTUKE MOXET SIBJSITBCS [TOBOJIOM JUIsl MPEPBHIBAHUS
0OepEeMEHHOCTH M0 MEAUIIUHCKUM TTOKa3aHUsIM [7].

Kuunnyecknii ciay4ail. HoBopoxaeHnnas neBodka
C. nepesenena B OITH T'KJIb Ne5 r. TamkeHTa B BO3-
pacre 8 aueit n3 'PK Ne6. HoBopoxkaeHHbIH peOEHOK OT
1-i1 6epemennocty, 1-x ponos. Boszpact matepu — 29 ner,
otna - 39 ner. Pogutenu 1eBOYKU He UMEIOT Mpodeccu-
OHANILHBIX BpenHocTel. Co cioB Marepu, Opak He poI-
CTBEHHBIN. B cembe nMeroTcst HaclieICTBEHHO - 00y CIIOB-
JeHHble 3a0oneBanus. [lepBoiii pedEHOK OT 1-if ceMbu C
JIMarHO30M XOHJpOIUIa3us. Y OTIa TOXKE JNUarHo3 XOH-
nporutazus. JlaHHast 6epeMeHHOCTh MpoTeKaia Ha (oHe
kene3oneunutTHoi anemuu (Hb 98 r/im). Ha mocnennem
Mecsle JaHHOM OepeMEeHHOCTH J>KEHIIMHA IepeHeca
OPMH, neuyenune nonyuana amOynaropuo. Ha Y3U Obun
00HapyXeHBI KOPOTKHE KOHEYHOCTH y IUIO/Ia U MHOTO-
Bomue. Poxpl mpousonnin Ha — 41 Hemene, B TOJOBHOM
npeuiexkanuy. PeOeHOK pOIuUIICs ¢ OLIEHKOH I0 IIKaje
Anrap 6-7 6amioB. beuin npoBeseHs! Mepbl NEPBUYHOM
peanumanmu. Macca tena pu poxaenuu — 3400rp, npu
noctyruiennu - 3460rp, mwHa Tena 44 cm. CocrosiHue
HOBOPOXK/ICHHOM JIEBOYKH C POXKJICHHUS OBLIO PACIIEHEHO
KaK TSDKE0e, 00yCIIOBICHHOE MPOSIBJICHUSIMU JIbIXaTellb-
HOW HEJOCTATOYHOCTH, TOPOKAMH PA3BUTHS M HEBPOJIO-
TUYECKON CUMIITOMAaTHKOM.

CocrosiHue peOEHKa TpH MOCTYIUICHHH B OT/ElIe-
HHE TaTOJIOTUH HOBOPOXJICHHBIX TshkEnoe. Ha ocmorp
pearnupoBajl BSJIO, ONPENESIACh MBIIIEYHAS THUIIOTO-
HUS, IBUTATeTIbHAS aKTUBHOCTB OBLTA CHIDKEHA, CKIICPBI
Obutn  cyOukrepnunble. Duznonorundeckne pedueKch
BBI3BIBAINCH C€11a00. BepxHHEe M HWKHHE KOHEYHOCTH
YKOPOYEHBI C OOMITHEM CKIIQJOK, y3Kas TpyIHas KIIeTka,
KOpPOTKHE pedpa, KOPOTKHE U IMIMPOKUE KOCTH Taza (puc.
1). KoxHble OKpOBEI OJ1€JTHO-PO30BBIE, YHCTHIE, UMEET-
s U30BITOYHBIN POCT BOJIOC B MECTaX UX €CTECTBEHHOTO
pocTa, HEe COOTBETCTBYIOUIMI BO3PACTY U IOy IO 3aj-
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Hell cTopoHe TynmoBHIIa (puc. 2).

Puc. 1. borsras C. Baemanii Bux pedenka ¢ TaHaTo(OpHOI KapIUKOBOCTBIO Ha 10-¢ CyTKH JKU3HHU, BUIHBI

YKOPOYC€HHBIE KOHETHOCTH.

Puc. 2. T'unepTpuxo3 y J€BOYKH C TaHATOPOPHON KAPIHMKOBOCTBIO.

Bompmroit pogaraok ObUT pa3MepoM 2X2 cM, HE Ha-
npspkeH. OTMEYanoch 3aMETHOE BTSDKCHHE TIPYIHHBI.
JlpIxaHue yepes3 HOC ObIIIO0 CBOOOIHBIM, MOJTyYall YBIIaXK-
HEHHBIN KHCIJIOPOJI Yepe3 Ha3ajbHbIe KaHIOIH, B JIETKUX
Ha ()OHE KECTKOTO JIBIXaHHUs BHICIYIIHBAINCH OOHILHBIE
BJIQKHBIE KPEMUTUPYIOIMe XpHIbl. YacTora IbIXaHUH
cocrapisuia 58 B MuHYTY. TOHBI cep/ia ObUM NpUIITyIIe-
HBI, PUTMHUYHBIE, YACTOTA CEP/ICUHBIX COKpAIEHUH ObliIa
156 B munyTy. KopMitenue Obuto depe3 Ha3oracTpaiib-
HBIA 30HJ, MOCKOJIbKY y peOeHKa HMeNach paclielrHa
TBEPAOro HEOA, MUKPOTHATH U MUKporioccHs. JKuBoT
OBUT MATKUH, TIOJ1aBaJICS NAJIbIIALUH, OB HEMHOTO TT0J1-
B31yT razaMu. HuxHuil kpaii neyeHu naapnupoBaics Ha
2 cM HIKE OT MPaBOTO Kpas peOepHON TyTH, cele3eHKa
He najbnupoBaiack. CTynl ObUI pEryIIsIpHBIM, JKEITO-3€-
JIeHOTo 1BeTa. Moumics peOeHOK CBOOOAHO, Oe300me3-
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HeHHo. B obmewm anammse kposu: Hb- 117 r/m; spurpo-
Ut 5,2x10 12115 TpombormTer - 208%109/7; nelikoru-
ThI - 9,6x109/m; /st -2%; c/s - 31%; 303uHOGMIEI - 1%);
MOHOIMTEI - 5%); mumdonuTsl - 61%; COD - 9 Mm/gac. B
OMOXMMHYECKOM aHaIM3e KPOBH: o0mmmii O6emok - 51 1/1;
IIIFOKO03a - 5,3 MMOJIB/JT; MOYeBHHA - 2,1 MMOJIB/JT; OOIIHit
ounupyoun -194,1 mxmone/n. OOUMil aHATU3 MOYU U
Kaja Oe3 martoyiorudeckux m3meHeHuid. [Ipu Gakrepuo-
JIOTHYECKOM TTOCEeBE Kajla BEICESH St.aureus.

VY31 BHYTpEHHHX OPTaHOB BPOXKIEHHBIX ITOPOKOB
Pa3BUTHS M MATOJIOTUH HE BBIABWIIO. Ha HelipocoHorpa-
(un TOJIOBHOTO MO3ra ObUTH BBISIBICHBI THITOKCHYCCKHUE
M3MEHEHHUS TOJIOBHOTO MO3Ta 2-i CTENeHH M MPU3HAKH
JETKOW JWISATalN OOKOBBIX JKETyJoukoB. Ha peHt-
reHorpauu OpraHoB TPYAHON KIETKH OBUI BBISIBICH
MPABOCTOPOHHUI areliekTa3 W MPU3HAKUH OPOHXOITHEB-
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MOHHHU. Pe6EHOK OBUT KOHCYITFTHPOBAH TCHETHKOM: YU~
THIBasg aHAMHECTHECKHE MaHHBIE, THKECTh COCTOSTHUS
peOéHka, a Takke (PEHOTUIMUYCCKUE MTPU3HAKHA BBICTAB-
neH auarHo3: TanarodopHas kapmukoBocTh. Ha ocHo-
BaHUM aHaMHe3a, Pe3yJbTaTOB KIMHUKO-IA00PAaTOPHBIX
1 MHCTPYMEHTAJIBHBIX HCCIEOBAHUH OBLI YCTaHOBIICH
KiauHUYeckui auarHos: P.23.0. BuytpuytpoOHas nHes-
monusi. P.91.4. TUD 2-crenenu. P.59.9. HeonaranbHas
JKENTyXa HEesICHON dTHoyIoTnd. TaHatodopHas KapIiuKo-
BocTh. BIIP. CturMbl au3sMOproreHe3a: MUKPOTHATHS,
MHUKpODJIOCCHS, paciiennHa TBépmoro HEOGa. Ha Qone
MPOBOJMMO¥ TEparuy OTMEYANIACh MMOJIOKHUTEIIbHAS JIU-
HaMUKa: KENTYIIHOCTh KOXKHBIX MTOKPOBOB 3HAYHTEIHHO
YMEHBIMIUCH. PeOEHOK Havan mplmarh 0e3 pecrnmpa-
TOpHOM noasiep>kku. HeBposornyeckass cCMMIToMaTHKa B
JMIUHAMHUKE YIy4IIWIOCh. PeOeHOK ObUT BBIMMCAH JOMOMN
Ha 37- JICHb J)KU3HU B YOBJICTBOPUTEIHLHOM COCTOSIHUI
o/ HaOIIIOIeHNEM TTeinaTpa, OKyJInucTa, CyproJora, He-
BpOIIATOJIOTa, TEHETHKA OPTOIEeNa, YeITIOCTHO-IUIICBOTO
XHUpypra mo MecCTy JKUTEIbCTBA. PCKOMEHIOBAHO Jalib-
Heliiee 00ce/JoBaHNE B YCIOBHUSIX CKPUHUHL IIEHTPA.

TakuM 06pa3om, U3 MPEACTABICHHOTO KIMHUIECKO-
TO ciydasl CJeIyeT, 4TO TOCKOJIbKY HET dPPEKTUBHOTO
crocoba JeyeHus: 3a00JCBaHUS, pPaHHEEe MEIMKO-TeHe-
THYECKOE KOHCYJIITUPOBAHKE J0 HACTYIUICHUs OepeMeH-
HOCTH OCTa€Tcsl MPUOPUTETHBIM HATpaBICHHEM Podhu-
JMAKTHYECKON METUIMHEBI, YeMY IIeTIeCO00pa3HO YIelaTh
JTOJDKHOE BHIMAaHHE B IPAKTUYECKOM IS TEILHOCTH Bpa-
Yeil BCEX CMEXKHBIX CIICIUAIbHOCTEH.
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