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I'IpOBe,qu aHanuns3 Tpex KNMHn4eCcKux ciy4vaes )J,eTe|7| C ax0H,qponna3V|e|7| B BO3pacTe Ao 1 roga c uenbto YCTaHOBNEHUA NMPUYNH
BO3HUKHOBEHNA Yy HUX ,U,bIXaTeJ'IbHOIh HeAOoCTaTOYHOCTN (,HH) bbino YCTAaHOBJIEHO, YTO, HECMOTPA Ha OAHY U Ty e MONEKYJIAPHO-
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MO3roBbIX HepBOB) npegnonaraet pa3pa60TKy cneunanbHOro anropmntmMma seaeHunA ,que|7| C ax0H):|ponna3|/|e|7| C NepBbIX ﬂHel;I KU3HWN,
YUnTbiBaA BbICOKYHO CTeNEHb PNUCKa BO3SHUKHOBEHNA TAXEJbIX AblXaTeJIbHbIX paCCTpOVICTB, npoBouUnpyemMblX pasnyHbIM MYCKOBbIMN
d)aKTOpaMI/I N npmnBoaALLNX K HeoGpaTI/IMbIM nocneacTBAM.
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Differential diagnosis of the causes of respiratory failure in children with achondroplasia.
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Three clinical cases of children with achondroplasia before the age of 1 year were analysed to determine the causes of respiratory failure
(DN). It was found that despite a single molecularly genetically confirmed pathology, achondroplasia, the triggers of severe DN, leading
to death in two cases and to ventilatory dependence in one, were different in three children of the first year of life. The presence of a
single background mechanism of respiratory distress (caudal CMN group compression syndrome) suggests the development of a special
algorithm for the management of children with AHP from the first days of life, given the high risk of respiratory distress, provoked by
various triggers, of severe severity, leading to irreversible consequences.
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BBepgeHune

XOHIPOTIA3Us TIPEACTABISET OO0 opdaHHOE re- Myrauyu B reHe FGFR3 1138G>A (>98%) u 1138G>C
HETUYECKOE 3a00JIEBAHUE C ayTOCOMHO-IOMUHAHT- (1—2%), BcTpeuaroTcst 6osiee yeM B 99% ciyyaeB axoH-

BbIM TMIIOM HACJIELOBAHMS, BBI3BAHHOE TOUKOBOM  poruia3uu, ooe mpuBoadiT K 3ameHe Gly380Arg [2]. Bos-
MyTaluei reHa, KOIupyIolero perentop (Gakropa pocta  MOXKHBI MU30JUPOBAHHBIE CJIydaud JAHHOTO 3a00JieBaHus,
dubpoodnactoB (FGFR3), c neHerpanTHOCTHIO 100 % [1].  00yciaoBIEHHbBIE BHOBL BO3HUKIIEN MyTanueii (de novo).
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YacroTa pacnpocTpaHEHHOCTU 3TOTO 3a00J1eBaHUs B MU~
pe cpeau HOBOPOXKAEHHbIX MpubausuteapHo 1:10000 —
1:30000 [3].

TepMuH «axoHApPOTIa3us» BIepBble ObLI MCIOJIb30-
BaH XKioneMm I[Topotom B 1878 1., a B 1900 r. I[Teep Mapu
oInucag OCHOBHbIE (DEHOTUITMYECKUE OCOOEHHOCTU Y Jie-
Tell U B3pOCbIX [4].

AXOHIpPOIUIa3Usl OTHOCUTCS K KaTETOPUU CUCTEMHBbIX
CKEJIETHBIX AUCILIa3Uid, XapaKTepU3YIOIIMXCs HApYILIeHU -
€M Tpollecca SHXOHAPAIbHOTO OKOCTEHEHUS, YTO MPU-
BOIMUT K MojAaBIeHUI0 nuddepeHimanu XoHapoI1uTOB,
HapylLIeHUIO MPOAYLIMPOBAHUS U MTpojudepaluy Xpsiie-
BOro Matrpukca. B matosornyeckuii npouecc BOBJIEKaT-
csl BCe JUIMHHbBIE TpyOUYaThle KOCTU, MTO3BOHKU U HEKOTO-
pble KOCTH ueperna, 4YTo MpuaaeT 00JbHbIM XapaKTePHbIA
BHeLHU BUx [3,5]. AucnponoplimoOHaIbHOCTh TEJI0CIO-
>KEHUS MPOSIBIISIETCS] B YKOPOUEHU U KOHEUHOCTEM, B 00JIb-
1€ CTeNmeHU MPOKCUMAaTbHBIX OTAEI0B, TPU OTHOCU-
TeJIbHO HOPMaJIbHOU IJTMHE TYJI0BUILA, U3MEHEHUHU (Pop-
MBI yepemna [6].

XapakTepHblil (heHOTUIT OOJIBHBIX C aXOHIAPOILIa3uei
BKJIIOYAET PU3OMETNYECKOE YKOPOUEHUE PYK U HOT, KUCTU
PYK B hopMe Tpe3yOlia, TMneproJBUKHOCTb CYCTaBOB (3a
HUCKJIIOYEHUEM JIOKTEBBIX CYCTaBOB), MaKpoliehaauto ¢ Tu-
MOIJ1a3uel CPpeAHEN TpeTH JIMLA.

Tlono3peHue Ha aXOHAPOIIA3UI0 MOXET BOSHUKHYTh
Mpu TpeHaTaJbHON yJIbTpa3ByKoBoul auarHoctuke B I11
TPUMECTpPE OEPEMEHHOCTHU: OTMEYAEeTCsl YKOPOUYEHUE KO-
HEYHOCTel, yBeJIMYeHUe OumnapreTaJbHOro pa3Mepa ro-
JIOBBI, 3aMaficHue nepeHoculibl [7].

Hetu, cTpagaloliyue axoHIporuia3ueit, MoryT UMeTh
MpU3HAKNA YMCTBEHHOM OTCTaJIOCTU Pa3HOU CTENeHU Tsi-
JKECTU, HO M COXPaHHBIN MHTEJUIEKT Y HUX HEe PeIKOCTh [§].

OTpaxeHHbIE B OTE€UECTBEHHOI U 3apyOekKHOM JuTe-
paType pe3yabTaThl KIMHUYECKUX, HEMpOBU3yaau3aliy-
OHHBIX, HEMPOGDU3UOJIOTUYECKUX UCCIETOBAaHUI CBUIE-
TEJbCTBYIOT O TOM, UTO Y OOJIbHBIX aXOHIPOIIa3ueil Ha-
OJiromaeTcsl XxapaKTepHbIi HAOOp MPU3HAKOB: YKOPOUYEHUE
OCHOBaHUSI yeperna, yMeHbIlIEHHUE 3aThlJIOYHOTO OTBEPCTHS,
Cy>XeHMe IMO3BOHOUYHOTO KaHajla Ha YPOBHE BEPXHUX 1IEH -
HbIX TTO3BOHKOB, KOTOPbIE HEPEAKO COMPOBOXKIAIOTCS BHY-
TPpUYEPETTHON TUTIepTeH3Uel U AbIXaTeIbHOU HeJ0CTaTou-
HOCTBIO LIEHTpabHOTrOo reHesa [9-11].

Bonbioe 3ateiiouHoe orBepetre (b30) B 3aTbU10YHOI
KOCTH y TaKMX MallMEHTOB HACTOJIbKO Y3KO€E, YTO MPUBO-
AT K HapyIIEHUIO0 TUPKYJISIUU CITMHHOMO3TOBOM XU~
KOCTHU U CHIaBJEHUIO MpomoJiropaToro mo3ra. Kanaisl,
KOTOpbI€ MPOBOJAT YEPEIHbIe HEPBbI (KaynaabHasi IpyI-
na yepenHo-mo3roBbix HepBoB X, X, XI u XII) B ocHoBa-
HUU Yyeperna, MOTyT ObITb Y3KUMU, BbI3bIBasi COOTBETCTBY-
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IOILIYI0 CUMITTOMATUKY (HapyllleHUe IJIOTaHUsl, PEeTyIsiiumn
BCIIOMOTaTeIbHOM AbIXaTeJbHON MYCKYJIaTyphbl U T.10.) [12].
LlepBuko-MenyisipHasi KOMIIPECCHSI, BbI3BaHHAsI CTEHO-
30M B30 u rugpouedanueii, BoI3biBaeT HauboOJIee TXKe-
JIbIE COCTOSIHUS Y IeTeli ¢ axoHaporiasueit. BeposiTHocTh
BO3HUKHOBEHUSI CUHIPOMa BHE3aITHOI CMEPTHU BO CHE Ha
MEePBOM TOJly XKM3HM B 3TUX CJIydasix cocTaBysieT no 7,5%,
TMOTOMY BaXKHOM MpencTaBIsSIeTCs 3aiaya CBOEBPEMEHHOM
U TIOJTHOM IMArHOCTUKU TaKUX COCTOSIHUM U, MpU HeoO-
XOAUMOCTHU, Xxupypruueckoro jeueHus [13]. Bce 1o nmpu-
Besa0 K Tomy, yTo MPT rojoBHOro Mo3ra u KpaHuoLep-
BUKaJIbHOIO Mepexoaa y AeTeil mepBoro nojayroaa XKu3Hu
C MOJ03PEHUEM Ha aXOHAPOILIA3UI0 CTAJIO PYTUHHOM Mpo-
Heaypoit mist auarHoctTuku creHosza b30 u nepBuKo-me-
IyJUIsipHOM KoMmpeccuu [ 14].

Takum ob6pa3zoM, naxe B OTCYTCTBUE APYTUX MPUYUH
JbIXaTeJIbHON HEAOCTATOYHOCTU B pe3yJIbTaTe KOMITPECCUU
MPOJO0JITOBATOTO MO3ra y TAKUX €Tei eCTh PUCK BO3HUK-
HOBEHMUSI OCJIOXKHEHUI CO CTOPOHBI JAbIXaTebHOU crcTe-
MbI, YTO B KOHEUHOM UTOTe MOXET MPUBECTU K (popMUpPO-
BaHMIO IbIXaTeJIbHOW HENTOCTaTOYHOCTU HEMHMEKIIMOH-
HOTO reHesa.

Ienb nccnenoBanus: vcciea0BaHUe TPUYMH IbIXaTeb-
HbIX PACCTPOMCTB y IETE paHHETO BO3pacTa C FeHETUYE-
CKU TOATBEPXKAECHHON aXOHIpOTUIa3uei.

O6beKkT 1 MeToAbl nccreqoBaHnA

[IpoBeneH aHaMM3 KIMHUIESCKUX TTPOSIBIICHUI Y TpeX
JeTeit B Bo3pacTe 10 1 roma ¢ axoHAporuia3uei, moaTBepK-
TMEHHOU MOJIEKYJISIPHO-TEHETUISCKUM METOJIOM, TTOCTY-
MUBIINX B CBSI3U C JABIXaTeJIbHON HEIOCTATOYHOCTHIO 2
CT. B OTHEJICHUE peaHUMAIlMU U MHTCHCUBHOM TepaIu
(OPUT) OI'bY3 «JleTckas obmacTHasI KIIMHUIECKasT 00JTb-
HULa» T. bearopona.

Kmmamgeckuii cayqaii 1. bonpHoit I'.(1), moctymun
B CTaIlMOHAp B CBSI3U C OTCYTCTBMEM CIIOHTAHHOTO JTbIXa-
HUSL, TIPEATIOI0KUTENILHO CBSI3aHHBIM ¢ acruparueii. ®o-
HOBBIC 3a00JIeBaHMSI: OTCTaBaHUE B (PM3MUECKOM U TICH-
XOMOTOPHOM Pa3BUTHUM COYETAHHOTO I'eHe3a, aXOHIPO-
rutasus (puc. 1).

N3 aHaMHe3a M3BeCTHO, YTO peOEHOK OT YeTBEPTOM
o6epeMmeHHocTH (1,2,3 GepeMEeHHOCTb — 3MOPOBBIC AETU
5—16 neT), nporekapieil Ha (POHE TOKCUKO3a 1-i1 o0~
BUHBI OEPEMEHHOCTH, YIPO3bl TIpephIBaHUSI OEPEMEHHOCTU
(YIIB) B cpoke 6—7 Helelib, OTEKOB OepeMeHHBIX, XPOHUYE-
CKOI1 (peToruialieHTapHOi HEIOCTATOYHOCTH, XPOHUYECKOI
BHYTPUYTPOOHOW TMITOKCHUS T1J10[1a, MHOTOBOAMS. Ponuiics
TMIOHOIIIEHHBIM B PE3yJIbTaTe CaMOIIPOM3BOJIBHBIX OBICTPHIX
ponoB. Bec npu poxxnernuu 3310 r, pocT 52 cM, OKp. Tojio-

30

MeouyuHckas 2zeHemuka [Medical genetics] 2023; 22(1)



ISSN 2073-7998

MeoduyuHckasa 2zeHemuka 2023. Tom 22. Homep 1

https://doi.org/10.25557/2073-7998.2023.01.29-35

BbI 35 cM. OrneHka 1o mkajie Anrap 8/8. K rpyau npuioxeH
Ha l-e CyTKU, BBIMMCaH JOMOI Ha 5-€ CyTKU.

BosieH ¢ poxaeHus. AXOHAPOILIa3usl MOATBEpKIeHA
MOJIEKYJISIPHO-TEHETUIECKUM METOIOM: BbISIBJIEHA MyTa-
s G1138A (Gly380Arg) B reTepo3UroTHOM COCTOSIHUU
(Bapuant N/MUT). C 1 mecsiia HabonajIcst y HeBpoJio-
ra 1o IMOBOJIY IIepUHATAIBHOTO MTOPAXXEHMS LIEHTPATbHOM
HepBHoli cuctemsbl (ITIMTIIHC), nonyyan HeiipoTpoduye-
CKYIO Teparnuio. 3anepXka MOTOPHOTO Pa3BUTHSI JaHHOTO
pebeHKa COOTBETCTBOBAJIA 5—6 Mecs1aM KU3HU, 3a1epxK-
Ka peueBoro pa3Butusi — 9—10 mecsuam.

[lepBblii 31301 HAPYIIEHUs IbIXaHWSI B BUIE KpaT-
KOBPEMEHHOTI'0 alTHO? B T€YEHNE HECKOJIbKUX CEKYH/I
C TIOCTIIPUCTYITHBIM OTJIyIIEHUEM U OJIETHOCTHIO OTME-
4yeH B Bo3pacTe 2,5 MecsieB. Bropoii anu3on HapylieHust
IbIXaHus — B Bo3pacte 10 MecsiiieB BO BpeMsi KOPMIJICHUST
OBOIIHBIM ITIOpe (CO ¢I0B MaTepu). [1o TsekecTr cocTosTHUS
(AH 1-2 ct) rocnutanusupoBad B OPUT OT'BY3 «JleTckas
obsacTHasl KIIMHUYecKast 6oibHULIA» T. benropona c npen-
BapUTEIbHBIM AMArHO30M: aCIMpPallMOHHAsT THEBMOHUSI.

Hecmotpst Ha kom1iekcHyio Tepanuto (MUBJI, 3oHm10-
BO€ KOpMJIEHUE, aHTUOMOTUKOTEPAITHSI, TIIOKOKOPCTUKO-
CTepOouIHAas Tepanus, CMHMIITOMaTUIeCcKasl Tepanus) y pe-
OGeHKa OTMevaJIMCh 3IM30/IbI aITHOD He pexxe 1 pa3a B CYyTKU.

Medical genetics 2023. Vol. 22. Issue 1

TTpoBeneHoO KIMHUKO-(PYHKIIMOHATBbHOE 00CIea0BaHE
st i depeHIMaNIbHON TMarHOCTUKN TTapOKCU3Mallb-
HBIX COCTOSTHUI (aITHO® LIEHTPAJIbHOTO, STUJICTITUYECKO-
ro, MeTaboJMYECKOTO Y COMAaTMYECKOro reHesa). BhIsiB-
neHHble Ha MPT romoBHOTO MO3ra (puc. 2) mpu3HaKH Cy-
xkeHuss B30 mocayXuiau ocCHOBaHUEM K BBITTOJHEHUIO
OIepaTUBHOIO BMEIIATEIbCTBA (IJIACTUKA KpAaHMOBEPTE-
OpajbHOTO TMepexoa).

MPT-npusnaku creHo3a b30 6oabHoro I'. (1) co-
MPOBOXIAINCH KOMITPECCUEl CTBOJIAa MO3Tra, HapylIeHU -
€M JIMKBOPOIMHAMUKY B BUIE CMEIIIAHHOM TUIpoLehaTnn:
paciIMpeHrst KOHBEKCUTAIbHBIX 00PO3/1 GOJIBIIIOT0 MO3ra
U cybapaxHOMIaTbHOTO ITPOCTPAHCTBA OOJIBIIMX TTOJTyIIIa-
puii mo Konpekcy a0 10 MM, aCUMMETPUYHOCTU U pacIlIv-
peHUsT OOKOBBIX XKeTYA0UYKOB Ha ypoBHe Tea D-12,5 mm,
S- 8 MM, pacupenus 111 xxenynouka 10 9 MM. Beisiiena
JIMCTeHE3MsI MO30JIMCTOTO TeJla.

Bruta mpoBeneHa onepatuBHAas KOPPEKIMs CTEHO3a
B30, uto, Mo Bcell BEPOSITHOCTU, CKAa3aJ0Ch HAa YCJIIOBHO
MOJIOXKUTEIbHOM MCXOJie 3a00JIeBaHMST: peOSHOK BBITTH -
caH JOoMOi1 Ha uHaAMBUAYyaibHOM amnmnapatre MBJI ¢ oTHO-
CUTEJIBHO COXPaHHBIM TICUXOHEBPOJIOTMYECKUM CTATYCOM.

Knunnyeckmii coyyaii 2. bonbHoit A.(2) nepeBeneH
n3 nepuHartajabHoro neHrpa «bOKbB» nm. Catutens Mo-

Puc. 1. BHewHnin Bug 6onbHoro IL(1) c axoHgponnasuei, NOATBEPKAEHHOW MONEKYNSPHO-TeHeTUYeCKUM METOAOM.

Fig. 1. Phenotype of patient I". (1) with achondroplasia, confirmed by molecular genetic method.
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cacda» Ha 30 cytku xu3Hu B OPUT OI'BY3 «Jletckas 06-
JJaCTHasl KJIMHWYecKasi 6ojibHULIa» T. bejlropona B cBs3u
C OTCYTCTBMEM CITOHTAHHOTO JbIXaHUSI U HEOOXOIUMO-
cThi0 B nojnepxkuBatoiein MBJI.

KnuHuyeckuit AuarHo3: BpoXIeHHasi TTHEBMOHUS
(IBYCTOpPOHHSISI CyOTOTa/IbHAsI THOMHO-HEKPOTUYECKast
ITHEBMOHMST), OpPOHXOJIETOYHasl AUCIUIa3Usl JOHOIIEHHO-
ro pedenka, JIH3. IToauopranHast HemocTaTOUHOCTh. ['M-
noriazust rpynHoii kietku u jerkux. [NITIHC. Auruona-
TUS CeTYATKU 000J1I04KM 000uX ria3. CMellaHHasi TUIpO-
uedanus. Creno3 b30. Axonaporniasus.

W3 anamHe3a u3BecTHO, uTo pedbeHok ot III
oepemeHHocTH (1,2, 6epeMeHHOCTh — 3I0pOBbIe AeTH (23
u 21 ron)), mpoTekapleil Ha (poHe aHEMUHU JIETKOM cTere-
HU, OTEKOB OepeMeHHBIX, BAPUKO3HOI 00JIE3HN HIDKHUX
KOHEYHOCTe, Bo3pacTHasl MOBTOpHOpoAsias. Pomxuics
JIOHOIICHHBIM B Pe3yJIbTaTe CPOYHBIX ONEPATUBHBIX POIOB.
Bec npu poxxnenuu 2820 r, pocT 43 cM, OKPYXXKHOCTb T'0JIO-
BbI 37 CM, OKPYXKHOCTb Tpynu 25 cM. AXOHIpOILUIa3usl Moj-
TBEPKIEHA MOJIEKYJISIPHO-TEHETUYECKUM METONIOM (CO CJIOB,
pe3yabTaT UCCIe0BaHUS B aMOYJIaTOPHOM KapTe Mo MECTY
>KUTEJIbCTBA).

Hecmotps Ha nposonumyto B OPUT Tepanuio (ANBJI
yepe3 DTT, undysnonnas tepanus (10% rimokosa ¢ ayiek-
tpoautamu, 0,9% p-p HaTpUsI XJIOPK), BUTAMUHOTEPATTHS
(ButamuHbl rpynnbl B u C), aHTHOMOTUKOTEpaTUs, ITI0-
KOKOPCTUKOCTEPOUIHASI TepaIivsi, CAMIITOMAaTU4ecKasi Te-
parusi) COCTOsTHUEe peOeHKa MPOrpecCUBHO YXYAIIAIOCh,
YTO B KOHEUHOM MTOTe TIPUBEJIO B BO3pacTe 2 MeCSIEeB U 8
JHEe K JIeTaIbHOMY MCXOIy (HECMOTpPsI Ha TIPOBOIMMbIE
peaHUMalMOHHbBIE MEPOIIPUSITHS).

Knunnueckuii cayyvaii 3. bonawHoit J1.(3), nepese-
JIEH TI0 TSIKECTH COCTOSTHUSI M3 TIepUHATAILHOTO LIEH-
tpa «bOKDB» uM. Carutenss Mocada» nociie poxaeHus

bonbHoit I°(1)
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B OPUT OI'bY3 «JleTckast obaacTHast KIMHUYECKast 00J1b-
Hulla» T. beiaropoaa. KnuHuyeckuii nuarHos: 6poHxoJie-
rOYHast IUCIUIa3usT HEIOHOIIEHHBIX CPETHEH CTeTIeHU TsI-
xectu. PaHnHee opranunuyeckoe nopaxenue [IHC cmeran-
Horo reHe3a. CMmemanHas ruapouedanusi. CreHos b30.

M3 aHamMHe3a WU3BECTHO, YTO peOEHOK
ot Il 6epemeHHOCTH, MpoTeKaBilieil Ha (OHE YyrpO3bl
npepbIBaHUS B Cpoke 9 Heleslb, XpPOHUYECKOH (hbeToruia-
LIEHTapHOI HEMOCTATOYHOCTH, KUIIIEYHOM MH(PEKITUN He-
YTOUHEHHOM B cpoke 12 Heaenb (MmoJyyaja aHTUOUOTH -
KOTeparnuio), TPOMOOIIMTONIEHUU Ha cpoKe 28-29 Henenb
(cramoHapHoe JeueHue), nepuoandeckoii YIIb u tpaH-
3UTOPHBIX OTEKOB HYDKHUX KOHEYHOCTEIA.

PeGeHok poauscs HeTOHOIIEHHBIM B pe3yJibTaTe ore-
paTUBHBIX PoaoB B 30 Hemeslb B HOXKHOM TIpeJIe)KaHU .
OneHKa 1o 1mKajiae Amrap 5-6 6autoB. AXOHAPOIIIA3US
MOJATBEPXKIEHA MOJIEKYISIPHO-TEHETUYECKUM METOI0M
(co ciioB, pe3ysibTaT McCIeI0BaHKs B aMOYJIaTOPHOM Kap-
T€ MO MECTY KUTEJIbCTBA).

Hecmotps Ha npoBoaumyio B OPUT koMmieKCHy10
tepanuio (AUBJI uepe3 OTT, nngy3noHHas Tepanusi, aH-
TUOMOTUKOTEPATTHSI, TIIOKOKOPCTUKOCTEPOMIHAS TepaTTHs,
CHMIITOMaTUYeCcKasi Teparusi) COCTOsSTHUE pedeHKa Ipo-
TPECCUBHO YXYIIIAIOCh, YTO B KOHEYHOM UTOTE TIPUBEIIO
K JIETAJIbHOMY MCXOJ1y B BO3pacTe 4 MecsI1IeB.

O6cyxpaeHne

CpaBHUTEIbHAS XapaKTEPUCTUKA TPEX KIIMHUIECKIX
CJIydaeB JIeTeil ¢ aXOHIPOIlIa3Keil pencTaBicHa Ha puc. 3.
Bo Bcex Tpex ciryyasix Obljla IMarHOCTUPOBAHA IMTHEB-
monus ¢ JAH 1-2 cT., KoTopas nporpeccuposana. OgHa-
KO 3THOMATOTeHETUYECKME MEXaHU3MbI OBLIN pa3Iny-
HbIMU. Ecii B TiepBOM cilyyae TPUITEPOM IPEANOIOXKM -

Bonnoii I (1)

bosabnoii I'.(1)

Puc. 2. MPT ronosHoro mo3ra 6onbHoro IL(1) B pexxumax T1,T2 n T2 FLAIR B carnTTanbHOWN, KOPOHAPHOW U akCanbHOW MIOCKOCTAX.

Fig. 2. Brain MRI of patient (1) in T1, T2 and T2 FLAIR modes in the sagittal, coronal and axial planes.
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TEJIbHO BBICTYIWIIA acIIMpallMOHHasl THEBMOHUSI Ha (hoHe
HEBPOJIOTMYECKON CUMIITOMATUKK, TO BO BTOPOM M TPETh-
€M CJTyJasix CIOHTaHHOE JbIXaHUEe Y ETei OTCYTCTBOBAJIO
C POXKIIEHUSI, a UMEHHO: BO BTOPOM cllyyae — B pe3yJibTa-
T€ BHYTPUYTPOOHOI MH(MEKLIMU, B TPETbEM — OPOHXOJIE-
TOYHOM IMCIUIa3UM HETOHOIIEHHBIX.

PeHTreHOrpaMMbl OpraHOB TPOMX OOJBHBIX OOBEINHSI-
€T psil OOIIUX MTPU3HAKOB: COCYIUCTO-UHTEPCTUILIMATBHBII
KOMIIOHEHT JIETOYHOTO PUCYHKA MECTaMM CTYIIIEH, nedop-
MMPOBaH M yCUJIEH ¢ IBYX CTOpoH. [Ipu 3TOM, Y 60JIBHOTO
I'.(1) kopeHb MpaBOro JErkoro paclinupeH, a y 00JbHOTo
A. (2) KopHU OeCCTPYKTYpHBI, HAOIIOJAETCS TUTTOTLIa3 s
TPYIHOU KJIETKU U KOHEUHOCTel Ha (hoHE YBEIUYEHHOTO
JKMBOTA C YBEJIMYCHUEM XPSIIIIEBOTO OTpe3Ka pedep Mexk-
Iy KOCTHBIM MX OTPE3KOM U IPYAMHOI, OOKOBbBIE CHYCHI
3aByanupoBaHbl. Ha peHTreHorpamme 6osabHoro J1.(3) oT-
MeUaloTcs KOJUIabMpOBaHHBIE JIETKKE, MIPU3HAKYU ITHEB-

Medical genetics 2023. Vol. 22. Issue 1

MOMEIMACTUHYMa C HaJIMYUEM TTOAKOXHON aMpuU3eMbl
B BEPXHUX OTHENaX IPYIHON KJIETKU, 11eU U MOAHUXKHE-
YeJTFOCTHOM 00J1acTH Ha (hoHe OOJIBIIOTO KOJIMYeCTBa ra3a
B I'PYIHO# nojioctu (puc. 4).

Hapyuwienust co croponnl LIHC 60abHBIX HOCUIU
B IEPBYIO ouepeab XapakTep BPOXIeHHOM Tuapolueda-
JIMM, 4TO SIBJISIETCS TPOSIBJIeHUEeM axoHnporuiazuu. Kpo-
Me TOro, BO BCexX Tpex ciayydasix umesncs cteHos b30, non-
TBEPXICHHBIN TOTIOJTHUTEIBHBIMA METOIAMU UCCIIeI0BA-
Hus, TakuMu Kak MPT u HeiipocoHorpacdusi, 4To co3aano
GJIarONpPUSTHBIA (POH TSI pa3BUTHS AbIXaTEIbHON HEI0-
CTAaTOYHOCTH LIEHTPAJIbHOIO reHe3a.

3aknyeHne

Takum oOpa3oM, y Tpex nereii 1 roga XKU3HU ¢ aXOH-
JIPOILIa3Ueil TPUITEPbl BOSHUKHOBEHUS AbIXaTeJIbHOM He-

Axonaponasas

bonsHOH
I.(1)

bonpHOH

-

BoapHoO#H
A(2)

Puc. 3. CpaBHuTeNIbHaA XapaKTepUCTUKA KIMHNYECKMX CITyYaeB.
Fig. 3. Comparative characteristics of clinical cases.
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Puc. 4. CpaBHUTeNIbHaA XapaKTepPUCTUKA PEHTIEHOMPAMM OPraHOB FPYAHON NOIOCTN TPOUX OONBbHBIX C aXOHAPOMIa3meN.

Fig. 4. Comparative characteristics of chest radiographs of three patients with achondroplasia.

IOCTAaTOYHOCTHU TSKEJIOMN CTCIICHU, HpI/IBe,Z[LHCfI B IBYX
ClIydyadax K CMEPTHU, a B OTHOM K BEHTWJISILMOHHOW 3aBU-
CUMOCTH, ObLIN pa3/IMYHLbI. Hanuuwne equHoro (bOHOBOI‘O
ME€XaHU3Ma BOSHMKHOBECHUA ObIXaTCJIbHBIX paCCTpOfICTB
(CI/IH,Z[pOM CIoaBJICHUA Kay,[[aﬂbHOﬁ T'pyIHIibl 4EPEIMHO-MO3-
TOBBIX HepBOB) IIpeamoJjaaracTt pa3pa60TKy CIieHaJbHOI o
aJIrTOpuT™Ma BEACHUA IeTel ¢ aXOH,Z[pOHJIa?)I/ICﬁ C IIE€PBbIX
IHEen KHM3HU, YUUTbIBAsA BbICOKYIO CTCTICHb pUCKa BO3HUK-
HOBC€HMUA ObIXaTCJIbHBIX paCCTpOﬁCTB, IIPOBOLIMPYEMbBIX
Ppa3/IMYHBIMU ITyCKOBbIMU (baKTOpaMI/I, BBICOKOM CTETIeHU
TAXECTHU, ITPUBOAAIINX K HeO6paTI/IMI)IM TIOCJICACTBUAM.
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