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The most severe conditions in children with achondroplasia are associated with cervicomedullary compression
caused by foramen magnum stenosis and hydrocephalus. The probability of a sudden death syndrome in sleep
in the first year of life is up to 7.5%. The timely and complete diagnosis of such conditions and, if necessary,
surgical treatment are of great importance.

Aim of the study: to choose complex diagnostic procedures, determine the indications for surgical treatment
and evaluate the results of the treatment.

Material and methods. Since 2015, 51 children with achondroplasia have been examined. The diagnosis
was confirmed by molecular genetic testing for all the children. We used MRI with SagFlow Vizualization,
polysomnography, neuroophthalmological examination, and assessment of neurological status.

Results. Foramen magnum stenosis with cervicomedullary compression was detected in 31 patients. In some
cases, we detected a myelopathy zone with extensions to caudal zone of brain stem. Papilledema was observed
in only 1 patient. Muscular hypotension was present in all patients. In 26 cases, there was a tetraparesis from
3.5 10 4 points. Hydrocephalus was detected in 29 cases. We conducted 14 polysomnographic studies. Nineteen
19 underwent surgery. Foramen magnum decompression with C1-laminectomy without duraplasty was used.
The follow-up duration was from 6 to 24 month. The apnea frequency reduced both clinically and according
to the polysomnography results. The hydrocephalus degree decreased, with recovering CSF flow at the foramen
magnum level, and the paresis degree decreased. Until now, vp-shunt has not been used in practice.
Discussion. Children with achondroplasia suffer from narrowing of the natural openings of the skull base.
The foramen magnum stenosis leads to the ischemic disorders in the cervicomedullary region, while
the spread of a lesion to the caudal parts of the brainstem damages respiratory center. Ultimately, central sleep
apnea develops, which is the reason for the development of sudden death syndrome in sleep. The degree
of compression is determined according to the Y. Yamada methodology - low, high compression and no compression.
The genesis of hydrocephalus is mainly associated with a violation of the venous outflow through the jugular
veins in the area of narrowed foramen jugularis. But, in addition to this, violation of the passage of cerebrospinal
fluid through a narrow foramen magnum is important. Recovery of cerebrospinal fluid movement reduces
the severity of hydrocephalus and allows to avoid the installation of a shunt system.

Conclusions. The proposed diagnostic tactics allows us to fully determine the presence of life-threatening
conditions in children with achondroplasia. Timely neurosurgical treatment completely eliminates the possibility
of developing sudden death syndrome in sleep and reduces the manifestations of intracranial hypertension.
Key words: achondroplasia, foramen magnum stenosis, cervicomedullary compression, central sleep apnea,
decompression of the cranio-vertebral junction, cervical myelopathy
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Haun6onee Taxenble COCTOAHNA Yy AETEN C aXxOHAPONasner CBA3aHbl C LePBUKO-MEAYNNSPHOM KOMMpeccuen,
BbI3BAHHOW CTEHO30M 60MbLIOro 3aTbino4Horo oTeBepcTus (630) n rugpouedanueii. BeposTHOCTb BO3HMK-
HOBEHMA CMHAPOMa BHE3amnHou CMePTU BO CHE Ha MEPBOM rofy XU3Hu cocTaBnseT Ao 7,5%. O4eHb BaXXHON
npeacTaBnaeTcs 3agada CBOEBPEMEHHON 1 NOSIHON ANArHOCTUKM TakKMX COCTOSIHUIA U MPU HEOBXOAMMOCTU —
XUPYPrnu4ecKoro feyeHuns.

Llenb pa6oTbl. Bbi6op AnarHOCTUHECKNX METOAMK, ONpeaenieHne NoKa3aHnn K XMpypru4yeckomy neveHunto
M OLeHKa pe3ynbTaToB NPOBEAEHHOMO eYeHUs.

MaTtepuan u metopbl. Ha cerogHsawHui geHb ¢ 2015 . o6¢cnepoBaH 51 pe6eHok ¢ axoHgponnasuen. Y scex
JeTen AnarHos rnoATeepXAeH MOJEKYNAPHO-reHeTMYeCKUM MeToAoM. B AnarHoctrke Mcnosib30Bannch:
MarHMTHO-pe3oHaHcHasa ToMmorpadua (MPT) ronoBHOro Mo3ra B CTaHAAPTHbIX pexXuMax+dasokoHTpacTHas
MPT, nonucomHorpadwus, HepoodTansMonoruyeckoe oécnefoBaHne, oLeHka HeBPOMOrnM4ecKoro craryca.
PesynbtaTtbl. CTeH03 B30 ¢ uepBuKo-MenynnsipHo Komnpeccuer BbiseneH y 31 nauneHTa. B page cnyyaes
BbIIBNSANACH 30HA OUCLMPKYNATOPHbLIX U3MEHEHUI B LIepBUKO-MeAYNSAPHOM pernoHe. 3acToliHble ABMeHus
Ha rmasHoM gHe 6bIIM ToNbko y 1 naumeHTa. MbiweYvHas rmnoTOHMA NPUCYTCTBOBaNa y BCEX NauneHTOoB.
B 26 cny4yasx umencsa Tetpanapes ot 3,5 0o 4,0 6annos. [ngpouedanusa obHapy>xeHa B 29 cnyyasx. [NposegeHo
14 nonncomHoropacdu4eckmnx nccnegosarHumin. Onepuposaxbl 19 naumeHToB. BeinonHeHa KOCTHas gekomnpec-
CcUs KpaHno-BepTebparnbHOro nepexopa. KatamHes ot 3 mecsaues go 3,5 roga. Peungmeos He Habnoganock.
Bce pesynbtathl yooBneTBOPUTENbHbIE — OTCYTCTBME CTEHO3a U LIepPBUKO-MedYNNAPHON KOMNPECCcUm, nc-
Ye3HOBEHWE 30HbI MMenonaTnn, BOCCTAHOBMIEHNE NINKBOPOTOKA, CHUXEHNE BHYTPUYEPENHON rMnepTeH3nn,
YMeHbLLEHNE CTEMNEHN BbIpaXXEHHOCTM napesa.

O6cyxpeHue. MNpu axoHaponnasmm NPoNCXoauT HapyLLeHe hopMMPOBaHNS KOCTHOM TKaHu. B peaynstate
BO3HUKAKT CYy>XeHUs eCTeCTBEeHHbIX OTBepCTI/IIZ OCHOBaHuaA 4Yepena. Cy)KeHme B30 npmuBoanUT K NOABJIEHUIO
NLLIEMMYECKNX HapYLLUEHUIA B LEPBUKO-MELYNNSPHON 30HE, a pacnpocTpaHeHe NoBpeXaeHns Ha Kayaanb-
Hble OTAENbl CTBOMA NPUBOAUT K MNOPaXKeHUIo Saep OblxaTenbHOro ueHTpa. B koHe4HOM nTore passuBaroTcs
LeHTpasibHble anHoe CHa, 4YTO U ABNSETCS NPUYNHON Pa3BUTUSA CUHAPOMA BHE3arnHON cMepTu BO cHe. CTeneHb
BbIPa>X€HHOCTM KOMMpeccun onpeaenseTca cornacHo metogmke Y. Yamada — HU3kas, BbICOKas KOMnpeccus
M OoTCyTCTBME Komnpeccun. feHes rmpgpouedanvm cBs3aH B OCHOBHOM C HapyLLEHNEM BEHO3HOro 0TToKa no
ApPEMHbIM BEHaM B 06/1aCTU CYXXEHHbIX SPEMHbIX OTBEPCTMIA. HO B JONOMHEHME K 3TOMY M HapyLLeHWe nacca-
Xa nmkeopa 4epes cteHosmposaHHoe B30 urpaet 3Ha4MTENbHYIO PONb B €e natoreHese. BocctaHoBneHne
NIMKBOPOTOKA CHMXAET CTeneHb BbIPaXXeHHOCTU ruapoledanvm 1 no3sonseT nsbexarb YCTaHOBKMU LUYHTU-
pyrOLLENn CUCTEMBI.

BbiBoabl. MpeanoxeHHas guarHoctudeckas TakTvka no3BonsieT B NOSIHOM 06beME OMpefenvTb Hann4me
XKUBHEYrpoXaloLLMX COCTOSAHUI Y AeTel ¢ axoHAponnasven. A BOBpems NpoBedeHHOe HEMPOXMpPYpruyeckoe
NeYeHUst MONIHOCTBLIO UCKITI0YaeT BO3MOXHOCTb Pa3BUTUS CUHAPOMA BHE3AMHOW CMEPTU BO CHE U YMEHbLLAET
NPOSBMEHNA BHYTPUYEPENHOW rMnepTeH3nn

KntoueBbie cnoea: axoHApornnasus, CTEHO3 60MbLIOMO 3aTbITOYHOr0 OTBEPCTUS, LLEePBUKO-MefysipHas KOM-
npeccus, LeHTpanbHble anHoe cHa, AEKOMMpPEeccus KpaHnoBepTebpanbHOro nepexoaa, LweHas muenonarms
KoH KT nHtepecos. ABTOpbI 3aABNSAOT 06 OTCYTCTBUM KOHMPNMKTA MHTEPECOB.

duHaHcupoBaHue. PaboTa BbinonHeHa 6e3 COHCOPCKOM NOAAEPXKKMU.

Ona umtuposaHusa: Pewukos [1.A., Nanbm B.B., Bacunbes W.I"., Pacckasuukosa U.B. LlepBuko-megyn-
JNIipHasa KOMnpeccus y AeTen ¢ axoHApornja3vmen: guarHocTuka v nedeHue. Nlonosa v wes. Poccumnckum
xypHan=Head and neck. Russian Journal. 2021;9(1):45-53

ABTOpPbI HECYT OTBETCTBEHHOCTb 3a OPUTMHASIbHOCTb NPEACTaBNEHHbIX 4aHHbIX M BO3MOXHOCTb Ny6nunkaumnm
WUNACTPaTUBHOIO MaTepuana — tTabnuu, pucyHKoB, poTtorpadui naumeHToB.
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AxoHAponnasus — A0BOJSIbHO YaCTO BCTPEYAOLLANACSH CKesleT-
Has aHoOManus. B pe3ynbTaTe HapyLeHNWs 0CTeoreHe3a nauneHTbl
MMEIT XapakTepHbIn PeHoTUN. Hapsaay ¢ HapyLLeHnem CTPOeHMs
KOCTel KOHEYHOCTEN MMEeTCs aHOManus pa3BUTUS OCHOBAHUS
yepena, B peaynbTarte KOTOPOI MOryT pa3Bu1BaTbCA NATONOMMYECKNe
COCTOSIHMSA, MPUBOASALLNE K UHBANNAM3ALMN 1 CMEPTM NauneHTa.
PaspaboTka f1arHOCTUYECKON TaKTUKKM, ONpeneneHne nokasaHui
K ONepaTuBHOMY JIEHEHUIO 1 BbIGOP METOLONOrUN XMPYpPriu sBNs-
t0TCS AOBOJSIbHO BaXKHbIMMW 3aja4amiu B KOMMAEKCHOM NeYeHnn
TaKWX NauneHToB.

TepMuH «axoHgponnasns» Brepsble Obl1 UCMNONb30BaH XHieM
[Topotom B 1878 ., a B 1900 r. Mbep Mapu onucan O0CHOBHbIE
(heHoTUNMYECKME 0COOEHHOCTM Y IeTeil u B3pocnbix [2]. XoTa
FEHeTUHeCKIIA e eKT, BbI3bIBAOLLNIA aAXOHAPONNA3MI0, ObIN UAEH-
TUULMPOBaH TONbKO B 1994 ., apxeosiornyeckne CBMAETENbCTBA
3TOr0 paccTpoicTBa 61 06HAPYKeHbI B ApeBHeM Erunte (2500 r.
[0 H.3.) 1 B ipesHux amepukaHckux (300 r. fo H.3.) nonynaumsax [3].
O6Hapy»XeHue CKeneTos, NO-BUAUMOMY, XOHAPOANCTPOGMYECKIUX
nHanBMAyymoB B nepuog mexay 7000 v 3000 r. go H.3. B AHrum
n B CoeanHeHHbIx LLTaTax nokasbiBaeT, 4To 3Ta reHeTn4eckas
aHOManust BOCXOANT, N0 KpaiHen mepe, K nepuogy Heonuta [4],
4TO [ieflaeT axOHAPONA3NI0 APEBHENLLEN CKeNeTHON gucnnasuen
B CTOPUU Y€NI0BEYECTBA.

B 2015 r. 66111 NepecMOTPeH nepeyveHb reHeTUHECKUX HapyLue-
HUI CTPOeHNs ckeneta. bbino 3apernctpuposaHo 436 pasnuy-
HbIX CKENIeTHbIX AMCMNA3WiA, U 3TO YNCNO NPOJOIKAET pactn [1].
AxoHpponnasus BXOLMT B 3TO NepeyveHb. bonee Toro, axoHapo-
nnasus cyMTaeTcs peakum 3abonesaHnem. K kateropuu pegkmx
3a60/1€BaHNIN OTHOCATCS Te NATONOrNYeCKMe COCTOSAHNSA, KOTOPbIe
cocTasnatot MeHee 1 Ha 2000 B 061el nonynsumn. Ha cerogHsLLHNiA
JeHb BbifBneHo 6onee 7000 pefkux 3a6onesaHuit, 1o 80% KOTOpbIX
COCTaBJIAIOT Te, KOTOPbIE UMEKT FeHETUHECKOe NPOUCX0XIeHNe
11 4acTO ABNSIOTCA XPOHUHECKUMU M OMACHBIMU [N XKU3HU.

AxoH[ponnasus BCTPeYaeTcs ¢ 0O4UHAKOBOI 4acTOTO B 060MX
nonax u BO BCEX 3THUYECKMX rpynnax [5]. MnobanbHasa pacnpo-
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CTPaHEHHOCTb, cornacHo aaHHbiM Orphanet ot 2017 r., cocTaBnser
npuénuanTensHo 1 n3 25 TbiC. XXMBOPOXXAEHUI.

[laHHas natonorus ABNSAETCH ayTOCOMHO-AOMUHAHTHBIM pac-
CTPOMCTBOM. [pMYnHa CBA3aHA C MyTauueli B TpaHCMeMOpaHHOM
[IOMeHe reHa peuenrtopa gakropa pocta (uépobnacTos 3 Tuna
(FGFR3), 470 NpUBOANT K 3aMELLEHNI0 aMUHOKUCIIOTbI FNLMHA
apruHuHom B nonoxxenun 380 (p.Gly380Arg unu p.G380R) B 98%
cnyyaes. FGFR3 npeacTaBnset co60oii peLenTop K TMPO3UHKMHA-
3e, KOTOpas Urpaet BaXXHYI ponb B pa3BuTun Kocten [7]. B 80%
Clly4aeB AaHHas MyTauus BO3HUKAET CMOHTaHHO. [pynny pucka
COCTaBNAKT Napbl, B KOTOPbIX BO3pacT oTua 6osnee 35 net [8].

FGFR3 nepefaeT curHanbl KNETOYHOMY MEXaHU3MY, KOTOPbIi
perynupyeT nponndepaunto, Co3pesaHme 1 BbKUBaHNE XOHAPOLY-
TOB, KNETOK, OTBETCTBEHHbIX 32 POCT KOCTEN, KOTOPbIE 06HAPYXM-
BAKOTCA B POCTKOBBIX 30HAX. B pe3ynbTate NpOMCXOAUT CHIKEHUE
UX NPONNCHEPATUBHON aKTUBHOCTK, YTO BEZET K 3aMEIEHIN0 TemMna
pocTa KOCTeil, pa3BMBAOLLMXCA N0 SHAOXOHAPANbHOMY TUMY, YTO
NPUBOAUT K XapakTepHbIM PeHOTUNUYECKUM NPOSBIIEHNAM [9].

Mofo3peHne Ha aXOHAPOMNIA3NK0 MOXET BOSHUKHYTL MNP NpoBe-
JEeHUN NpeHaTanbHoi ynbTpa3sykoBoi auarHocTuku B Il Tpumectpe
6epemeHHOCTW. OTMEeYaeTCs HEKOTOPOE YKOPO4EHNE KOHEYHOCTEIA,
yBenu4eHue 6unapueTanbHOro pasmepa ronosbl, 3anajeHine nepeHo-
cuupl. Mocne poXxaeHNs axoHAPONNA3NA KIIMHUYECKN NPOSABASETCA
KOPOTKUMU KOHEYHOCTAMM, 0COBEHHO 32 CHET NPOKCUMAnbHOro
CErMeHTa, BbITAHYTbIM TYSIOBULLEM C CY)XEHHON IPYAHON KI1ETKOM,
MaKpOKpaHwueli, 3anafeHnemM Hoca, runonnasmen cpeaHen 30HbI
nnua, KOTopas CBA3aHa C 3amMe//IeHHbIM POCTOM OCHOBaHUA Yepena.

OCHOBHbIE HEBPOIOrMYECKIME PACCTPOCTBA Y TaKMX NaLNEHTOB
CBSA3aHbI C LiePBMKOMELYNIAPHON KOMIPECCUEN, BbI3BAHHON CTe-
HO30M 60MbLLIOr0 3aTbiNno4Horo oteepcTus (630).

Ewe B 1987 r. 66110 NpoBeaeHO, NOXanyii, camoe mactlutabHoe
NCCNEL0BAHNE Y BONbHbIX 3TOM KATEropuu, rae Ha 0CHOBE aHann3a
6onee 700 NaLMeHTOB C axOHLPONA3Neil PasinyHblX BO3PACTHBIX
rpynn 6bIi0 [0Ka3aHo, YTO OCHOBHOW NPUYUHON PA3BUTMS CUH-
[pOMa BHE3arnHOM CMePTN BO CHe ABNIAETCA LIePBUKOMEeAYNNSApHAs
Komnpeccus. HacToTa BO3HUKHOBEHMS OT 7,5% Ha nepBoM rogy
XN3HN 1 CHUKaeTcs [0 2,5% K 5 rogam xusuu [10].




OPUITMHAJIbHbIE CTATbU

Marepnan u meTofbl

C 2015 no 2019 r. B HEMPOXMUPYPrU4eCKOM OTAENEHNM
Poccuinckon geTcKoin KNMHM4YecKon 6onbHuMLbl 6b11 06Cnea0BaH
51 nauueHT ¢ axongponnasuen. Bozpact nauueHToB cocTasus OT 6
10 24 mecsues, 1 pe6eHoK 6bi1 B BO3pacTe 7,5 roaa. MpakTtunyecku
He OblN0 pasHMUbl N0 MONOBOMY MPU3HAKY — 26 Manb4MKOB,
25 [1eBOYEK.

[TnaH o6cnenoBaHNa BKNOYan B ce6s MONEKYNSAPHO-TreHeTnyYe-
CKO€ UCCNeI0BaHNe, BHELLHWUIA OCMOTP, OLIEHKY HEBPONOTNYeCKOro
cTatyca nauueHTa, opTanbMonornieckoe o6cneoBaHue, Npo-
BegeHne MPT rosioBHOro Mo3ra, Takxxe npuMeHsnach nosimcom-
Horpadus.

[Tpy BHELLUHEM OCMOTPE OTMEYanuCh XapakTepHble heHoTMNNYe-
CKMe NPOSIBEHNs axoHaponnasum, B nepsyto o4epeb — HU3KOPOC-
nocTb. Y BCeX [AeTei BbISBNANN YKOPOUYEHUS BEPXHNX U HMKHUX
KoHeyHocTei. Makpouedanus, 3Ha4nTenbHoe npeobnagaHne mos-
rOBOro 4Yepena Haf NULEBbIM, TUNONIA3NA CPeaHen 30HbI NKLA,
BbICOKOE rOTUYeCKOe TBep0e He6o, LLINPOKas KNCTb TMna Tpeayoua,
6paxuaakTuiusg Habraanncb BO BCEX Cry4asXx.

[Tpn HeBponiormyeckom ocmoTpe obpallana Ha ce6s BHUMaHWe
pacLIMpeHHas BEHO3Has CeTb Ha rosioBe, Npu nnaye NPoucxoauno
ee HanpshKeHue. 3anpoknibiBaHWe rofoBbl BO CHE HAO6N0AAN0Ch
B 24 cnyyasx. Y BCex nauueHTOB 4epenHo-Mo3roBas MHHepBaLms
Obina coxpaHeHa. CHUKEeHNE MbILLEYHOrO TOHYCA OTMEYEHO BO BCEX
cnyyasx. Mpu atom y 11 geten ypoBeHb napesa gocturan 3,5 6anna,
ay 13 naumneHToB 4,0 6annos. B Toi nnm UHON CTENEHU HAONI0-
Janacb 3ajep>xka MOTOPHOr0 pas3BuThA. B HEKOTOPbIX Cryyasx
pOAUTENI NPeAbsABAANN Xanobbl HA KPATKOBPEMEHHbIE 3NN30/bl
3a/16PXKKI [bIXaHUS KaK BO CHE, TaK U B COCTOSHIUM 60PCTBOBAHNS.

lccnenoBaHne rna3Horo AHa npoBOAMNOCH BCEM MaLEHTaM.
1 TONbKO Y OAHOTO ManbynKa ObInn BbISBNEHbI 3aCTONHbIE ABNEHNS
Ha rna3Hom fHe. Bo Bcex 0CTanbHbIX Cry4asx KapTuHa rnasHoro gHa
COOTBETCTBOBANA HOPME.

B nnaHe HelpoBM3yanuaauun BO BCEX CNyYasX WCMONb30-
Basiacb MPT ronosHoro mosra — craHgaptHole T1 n T2 pexu-
Mbl B aKCWasibHON, KOPOHAPHOM 1 CarmTTanbHOW NAOCKOCTAX.
B 34 cnyyasx nccnemosaHue 66110 A0ONONHEHO (DA30KOHTPACTHON
MPT B caruttanbHoi nnockoctu. B 100% cny4aes 06Hapy»eHo,
470 60MbLUAR 3aTbINOYHAA LMCTEPHA BblNa KpaiiHe ManeHbKol nin
B0O6LLE He Bu3yanuauposanach. Y 24 (49%) nauneHtos Habnio-
[anocb [0BOJIbHO 3HAYUTESIbHOE pacluupeHne cynpacennsap-
HOWM LMCTepHbl. Paclunpenne cybapaxHonaanbHbIX NPOCTPAHCTB

Puc. 2. CreneHb BbIPaKEHHOCTH LIEPBUKO-MEIY/UISIPHOI KOMITPECCUU
a — yMepeHHast KOMITpeccusi, b — Tspkeast KOMIPECCHst; ¢ — HeT KOM-

npeccu.

Puc. 1. Meron Y. Yamada KoJruecTBEHHOM OLIEHKH CTEMEeHU LIEpPBUKO-
MELYJUISIPHOW KOMITPECCUU

a — TOJILIMHA CTBOJIAa MO3Ta Ha YPOBHE MOHTO-MEIY/UISIPHOW BBIPE3KHU;
b — TommmHa cTBojia Mo3ra Ha ypoBHe b30; ¢ — TonmMHA CITMHHOTO
Mo3ra Ha ypoBHe C3.

Figure: 1. Y. Yamada method for quantitative assessment of the degree
of cervicomedullary compression

a — is the thickness of the brainstem at the level of the pontomedullary

junction; b — is the thickness of the brainstem at the FM level; ¢ — spinal

cord thickness at the C3 level.

KOHBEKCA B TOW WMAN UHOMN CTENEHN BbIPAXEHHOCTI 06HAPYXXEHO
y BCex o6cneflyeMbix AeTeil. BeHTpuKynomeranns BbisiBeHa
B 29 (57%) cnyyasx. Y 31 (60%) naumeHta o6Hapy»xeH cteHo3 630
1 BEPXHELLEHOro cermMeHTa BepTebpanbHOro KaHana Ha ypoBHe
C1 ¢ npusHakamn LiepBUKOMESYNNAPHOIA Komnpeccuu. pagaums
CTeNneHn KOMMPECCMM OCHOBbIBANach Ha MeTojie, MPEAN0XEeHHOM
Y. Yamada [11]: Ha T2-carutanbHbIx Cpe3ax OLEeHNBaNoCh COOTHO-
LUeH1e AnameTpa CTBONA Mo3ra Ha ypoHe B30 (B 06nacTn cTeH03a),
B 06/12CTI MOCTO-MO3XXE4YKOBOW BbIPE3KI 11 LIEAHOrO CErMeHTa CriH-
HOro Mo3ra Ha ypoBHe C3, rae ero anameTp 06bI4HO HOPMaIbHbIiA.
Ha ocHoBe COOTHOLLEHMIA b/a 1 b/c BbIAeNeHo 3 BapuaHTa CoCTo-
AHWUIA: TsHXenas Komnpeccus b/a<0,6 unm b/c<1,0; komnpeccus
CPedHel cTeneHu BbipaxeHHocTu b/a>0,6 u b/c>1,0; otcyTcTeume
komnpeccuu b/a>1,0 u b/c>1,0 (puc. 1, 2).

Figure: 2. The severity of cervicomedullary compression

a — moderate compression, b — severe compression; s — no compression.
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Puc. 3. Pexxum dazokontpactHoit MPT

Omnpenensiercst orcyteTBre addexra nmoroka B odbmact 530.
Figure: 3. Phase-contrast MRI mode

The absence of the flow effect in the FM area is determined.

B 13 (25%) uccnenoBaHusx 66110 BbISIBIIEHO HanM4ue gucump-
KYNSTOPHOI 30HbI B 06/71aCTV BEPXHELLEAHOrO CErMeHTa CNHHOMO
MO3ra C ee pacnpoCTpaHeHneM B KayaanbHble 0TAeNbl CTBONA.

Y10 kacaetca paszokoHTpacTHon MPT, To BO BCex cny4asx ee
NPUMEHEHNS BbISBNEHO 3aTPYAHEHWUE NOTOKA NUKBOpPA B 0651acTy
630 (puc. 3).

[ eass lecnnoiogies I
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[MonucomHorpadus B BUY ee creuuduyHocT n ManogocTyn-
HOCTM 6bIy1a NPOBEZieHa He BCeM naumeHTam. Bcero 66110 BbINoN-
HeHo 14 uccnefoBaHuii. CTaHAapTHAs NOAUCOMHOrpadnyeckas
3anunchb BbINONMHANACH BO BPEMS HOYHOTO CHA. CpefiHee BpeMs 3anu-
cu coctanano 505 MuHyT, cpefHee BpeMs cHa — 483 MUHYTBI.
MapameTpbl BKOYanu 6unatepanbHyo 351eKTPOOKYIorpaguto,
3NeKTPOoaHLedanorpaduio B LEHTPANIbHBIX W 3aTbINOYHbIX 0TBEJE-
HUAX, MOBEPXHOCTHYO 3/1EKTPOHEpoMMUorpacnio nog60p0a04HON
MYCKYNaTypbl, ABUXEHNS KOHEYHOCTEN 6unarepanbHo ¢ m. anterior
tibialis, opo-Ha3anbHbIN BO3AYLUHbIA NOTOK, FPYAHbIE U OPIOLLHbIE
ObIXaTeNbHble ABWKEHNS, aNeKTpoKapanorpaduio, nynsc-oKcume-
TPUI, NHTEHCMBHOCTb Xpana. Kputepnem anHoe Cryxuio yMeHb-
LLIEHMEe aMNInTY bl AbIXaTeNbHOro noToka A0 20% 1 HUXe uin non-
HOE ero OTCYTCTBUE NPOAOIHKUTENbHOCTBLIO 10 cekyHa unn 6onee.
B utore mbl nony4unu B 12 cnyyasx Hanu4ue LeHTpanbHbIX anHoe
cHa o1 31 0 45 co6bITWiA 33 HOYb ANUTENLHOCTbI 0T 7,5 f0 18,0
CEKYHJ, 4TO COOTBETCTBYET JIErkoil 1 CPELHEN CTENEeHAM HapyLLIEHWIA
puUTMa CHa. B 2 cny4yasx 0TME4eHO HapylleHue 06CTPYKTUBHOIO
xapaktepa 6e3 Hanu4us LeHTpanbHbIX anHoe (puc. 4).

Ha ocHOBe aHann3a nony4eHHbIX pesynbTaToB 06CNe0BaHNS
y 31 nauueHTa UMennch NnokasaHus K onepaTuBHOMY BMeLLATENb-
cTBY. B 19 cnyyasx npoBeaeHa eKOMNpeccus KpaHuo-sepTedpans-
HOro nepexopa. B 12 cny4asx poguteny no pasHbIM Npu4nHam
0TKa3anuch OT NeYeHNs.

TexHnKa Xupypru4eckoro BMeLIaTesibCTBa 6bl1a CreayHoLLen:
noNoXeHue pebeHkKa Ha XNBOTE C puKcauneil ronoBbl B NMOMOXe-
HUM MAKCUMaNbHON (PNeKcUn, NPOBOSNIIA CPELMUHHBIA KOXHbIN
pa3pes 0T CepeauHbl 3aTblI0YHO KOCTW [0 0CTUCTOro 0TpocTKa C3.
B cpenHem anuHa paspesa He npesbiwana 5 cm. CkenetupoBanu
YeLlyH 3aTbINOYHON KOCTU, 3aaHIOK AyxKy G1-no3BoHKa. [lanee
OCYLLIECTBNANN KPAEBYIO PE3EKLIA0 3aTbINIOYHO KOCTH C YAaneHneMm
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Puc. 4. lannble moarcoMHorpabun

CHHMM L[BETOM 0003Ha4Y€H 3TM30]1 LEHTPATbHOTO AITHOE [UTUTEIbHOCTLIO 6,8 CEKYHIIBI.

Figure: 4. Polysomnography data
A 6.8 second central apnea episode is shown in blue.
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OPUITMHAJIbHbIE CTATbU

3aaHero nonykonbua 630, peaekuunto ay»xkn G1-no3BoHKa. 3aTem
paccekanu aTnaHTo-OKLNUMUTANIbHYI0 MEMOPaHY C 06HaXKeHnem
TBEPLOI MO3roBoi 060M104KK. MNacTUKy TBEPA0A MO3rOBOI 060-
noykn He npoBoaunu. OcyLLecTBAANN reMocTas no Xoay onepauum
11 OKOHYaTeNbHbIN. HaknagblBanm nocoiHble Webl. JnuTenbHOCTb
onepauuu coctasnsana ot 60 o 70 MUHYT 1 Onepauus He conpoBo-
Xaanacb Kakum-nnm60 3Ha4NTeNbHbIM KPOBOTEHEHMEM.

KartamHes coctasun 0T 4 mecsLes [0 3 net. KoHTposibHOe 06Cre-
[l0BaHue BKMo4ano B ce6s MPT B NpeXHMX pexumax B CpOKax
3-6 mecsueB nocne onepauuu, 3atem 12 n 18 mecaues. KOHTponb-
Has nonncomHorpadus 6bina nposeaeHa B 6 cnyyasx. OLeHKa HeBpo-
N0rMYecKoro cTatyca NpoBOAKUIACL B MOMEHTbI BU3WTA NALIMEHTOB.

VnyuLUeHWe HelipOPEHTreHOMONYECKON KapTHbI OTMEYEHO BO BCEX
19 cnyyasx. Mo gaHHbIM MPT BbISIBNIEHO OTCYTCTBIE NPU3HAKOB CTe-
Ho3a B30 1 LepBUKO-MeaYNNAPHOA KOMNPECCUN, HTO NOATBEPXKE-
HO, cornacHo metoguke Y. Yamada. B pexxume pasokoHTpacTHOM
MPT otyetnuBo Habntogancs addekT noToka B 0651aCTi KpaHWo-
BEpTEOPAnbHOro Nepexoa; 0TMEYeHO NosBeHUe T.H. PeHOMeHa
NIMKBOPHOIA AOPOXKI Ha T2-carmTanbHbIX CKaHax. Bo Bcex cnyyasx
0TMEY€eHO YMEHbLLEHNE Pa3MepOB XKenya04KoB Mo3ra. KnuHuyecku
Mbl Ha6/K0AaNK YMeHbLUEHWe CTeneHn napesa, 0TCYTCTBIE NPU3HA-
KOB MHTPaKpaHnanbHON runepTeH3nu, ynyyLleHne TeMnoB pa3BuTus
pebeHka (puc. 6, 7).

06cyxnaenne

B TOi N MHOWM CTeneHn BbIPAXXEHHOCTW BEHTPUKYIOMEranus
NPUCYTCTBYET NPAKTUYECKN Y BCEX NALMEHTOB C aXOHAPONNa3neii
[12-15]. B uccneposanum T. Bosemani [16] nokasaHa ctatucTu-
4eCKN 3Ha4nUMas 60s1ee BbICOKas CTeneHb Pa3BUTUS BEHTPUKYIIO-
Meranuu y fieTeil ¢ axoHgponnasueil, 4em y BO3PACTHOI HOPMbI.
COOTBETCTBEHHO, BbIAENAKT [1B€ OCHOBHbIE (DOPMbI TMApoLedanim —
06CTPYKTUBHYIO 1 HEOOCTPYKTUBHYH0. HapyLleHne (hopmMupoBaHns
OCHOBAaHMWA Yepena NpUBOAMT K 3aTPYAHEHWIO BEHO3HOr0 0TTOKA
Nno iPEMHbLIM BEHaM Yepe3 CTEHO3UPOBAHHbIE SPEMHbIE 0TBEPCTUS,
YTO BbI3bIBAET XPOHUYECKYIO BEHO3HYIO UMEPTEH3UIO U ABNSAETCA
NMPUYNHOI PasBMTINSA HEOBCTPYKTMBHOI ruapouedaniu, nposss-
IOLLIeICA He TONbKO BEHTPUKYNOAMNATaLnei, HO U paclupeHnem
cy6apaxHomaanbHbIX NPOCTPAHCTB KOHBeKcA [17]. B cBOKO 04epesb
06CTPYKTUBHAA ruppoliedanis y NaLuMeHToB ¢ axoHAponnasnen
BCTPEYAETCH PEXE 1 MOXET ObITb CBA3AHA C HAPYLLEHWEM NAcCaxXa
NIMKBOpA Yepe3 cTeHo3upoBaHHoe B30 [3, 16].

B HacTosiLLee BpeMs B nuTepaType BeLyTCS CNOpbl O TOM, YTO
ABNAETCSH BCE-TAKM OCHOBHOM NPUYNHOI Pa3BuTUA rugpoLeda-
NN y feTell ¢ axoH4ponsiasnen — CTeH03 APEMHbIX OTBEPCTMIA
U HapyLLEHNe Naccaxa NMKBopa Yepe3 CcTeHo3upoBaHHoe B30.
Tak, Y. Yamada nokasan B CBoel paboTe yMeHbLUEHWE CTENEHM BeH-
Tpukynomeranuu B pesynstare fekomnpeccun 630. B nonontexue
k atomy K. Bruhl n coast. [18] 3apernctpuposanm cBs3b Mexay
cTeneHbio cTeHo3a 630 1 BbIpaXXEHHOCTBIO BEHTPUKYIOMEranuiu.
[4]. C apyroit CTOPOHBI, B psiie NCCNeL0BaHNIA JOKA3aHO, YTO CTEHO3
APEMHbIX OTBEPCTUI MOXXET UrpaTb BEAYLLYIO pPOfib B PasBUTMK
rugpouedpanuu. Tak, T. Lundar u coaBT. co06LLMIN 06 YMEHbLLEHUN
BbIPQKEHHOCTN ruapouedanum nocne KOCTHOW AeKOMNPeccun
apemMHbIx oTBepcTuit [19]. Kpome Toro, Rollins u coast. u Moritani
11 COABT. NOKa3aNu NONOXMUTENBHYIO KOPPENALMI0 MEXLY pasmepamu
XKEeNyZ04KOB MO3ra 1 CTeneHb CTeH03a ApeMHbIX 0TBepcTuii [20].
OpHaKo CyLLecTByeT psiA paboT, NOATBEPXKAAIOLLMX 06€ BbIABUHYTHIE
Teopun [16, 17].

JINKBOPONPOAYKLMS, 3aN0SIHEHNE 3MUCCAPHBIX BEH 1 MEHUH-
reanbHbIX COCYA0B, CY)XXEHNE SPEMHbIX O0TBEPCTUIA B OCHOBAHWN

Puc. 5. UnTpaonepanmoHHast KapTuHa

a — CKeJIETMPOBaHa Yelllyst 3aTbUIOYHOMN KOCTH, BbIieJIeH 3aaHuii kpait B30
(uepHas ctpeinika), ayxkka C1-1mo3BoHKa ( 6esast cTpenika), b — nmpoBeneHa
pesekiust 3aaHero kpast B30, myxku C1-mo3BoHKa.

Figure: 5. Intraoperative picture

a - the squama of the occipital bone uncovered, the posterior edge of FM
(black arrow) and the arch of the C1 vertebra (white arrow) are allocated,

b - the posterior edge of FM, the arch of the C1 vertebra were resected.

Puc. 6. Pesynbrat jieueHust

a— CTEHO3 TSDKeJIOi CTeTNeHH (TOJIIMHA CITMHHOTO Mo3ra Ha ypoBHe C1 2 MM);
b —ToT Xe pebeHoK yepes | MecsiL rocye onepaluu.

Figure: 6. Treatment result

a - severe stenosis (thickness of the spinal cord at the C1 level 2 mm);

b — the same child 1 month after surgery.

yepena, cTeHo3 B30 kaxyTcs B3auMOCBA3aHbIMK, 4TOObI CO3AaTh
BUAMMOE PaBHOBECUE NIMKBOPOAMHAMUKI C KOMNEHCaUnen cTene-
HU PACLUMPEHUS XXelyJ04YKOB MO3ra y AeTeil ¢ axOHAponnasnen.
B yacTHOCTW, hOPMMPOBaHNE KOMMEHCATOPHbLIX COCYL0B MOXET
UrPaTh CYLLECTBEHHYIO POSIb B OTCYTCTBMM NPOrPECCUPOBAHMS BEH-
TPUKyNomeranuu y fieteil ¢ axongponnasuei. [18, 19]. Hecmotps
Ha cTeHo3 B30 n spemHbIx oTBEpCTUA TONbKO ¥ 10-15% aeTeit
pa3BuBaeTCA NporpeccupyloLas rugpouedanus, TpebyroLas Heii-
poxupyprudeckoro nedenus [8, 20, 21]. B Hawmx Hab0AeHNAX
0TMEYanocb YMEHbLLUEHWNE CTENEHN BbIPAXKEHHOCTU BEHTPUKYNO-
Meranuu, UCHe3HOBEHIE pPaHee BbISIBIIEHHON 30HbI NEPUBEHTPN-
KYNIAPHOrO OTEKa Nocne AeKOMNpPeccuin KpaHmosepTebpansHoro
nepexopa. KNnuHN4eckn Mbl BbISBAANN YMEHbLUEHWE NPOSBNEHUIA
BHYTPUYEPENHOI TNMNEPTEH3UMN — CHUXKANOCh HANPSXKEHNEe POLHNYKA,
CTaHOBWNIACb MeHee BbIPQXKEHON BEHO3HAs CETb HA rosioBe, npo-
1CX0LMNa HopManu3aumus cHa. Takum 06pasom, Mbl NOATBEPAUIN
KOMMIEKCHYI0 TEOPU0 BO3HWKHOBEHMS ruapoLedaniu, onucaHHyto
patee. CTONT OTMETUTb, 4TO NCTUHHAR OKKHO3WNOHHAsA ruapoueda-
nna 'y [eTen ¢ aXOHAPONIasnen BCTPeYaeTCs KpailHe peako.

Y nauneHToB C axoHAponnasuen WNPOKO pacnpoCTpaHeHsl
HapyLUEeHUs puTMa bIxaHns. [TOTEHLMANbHO, HAPYLLEHNS fbIXaHNs
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Puc. 7. a, b — Ha (oHe cTeHO3a OTYETIMBO BU3YaJIU3UPYETCs] 30HA TUCLMPKYJSTOPHBIX U3MEHEHUI W ee MCYE3HOBEHUE TOCje OMNepaluiu;

C, d—3 JOOTIEPALIMOHHOM TI€PUOIC Ha CbOHe BCHTPUKYJIOMETAJIMU OTIPEACIACTCA 30HA IEPUBCHTPUKYIIAPHOIO OTEKa U €€ NCYC3HOBEHUEC T10CJIC

oriepauunu, €, f — 30Ha cTeHO3a ¢ KOMHpeCCMeﬁ JIMKBOPHBIX ITPOCTPAHCTB U TTOABJIICHUE <<ﬂHKBOpH0ﬁ JTOPOXKKHW» TIOCJIC OTICpaliuu.

Figure: 7. a, b — against the background of stenosis, the zone of discirculatory changes and its disappearance after the operation are clearly

visualized; ¢, d — in the preoperative period against the background of ventriculomegaly, the zone of periventricular edema and its disappearance

5

after the operation are determined; e, f - area of stenosis with compression of CSF spaces and the appearance of a “CSF pathway” after surgery.

BO CHe, BKIII04as O6CTPYKTUBHbIE aMHOE, LIeHTpasbHble arnHoe,
PECTPUKTUBHYIO 6ONE3Hb NIETKUX W HAPYLLEHUS PErynsaunm BCno-
MOraTefibHOi [bIXaTeSIbHOW MyCKynaTypbl, MOFyT NPUBECTM
K XPOHMYECKOWN AbIXaTeNbHOI HEOCTAaTOYHOCTM UK 60166 Cepb-
e3HbIM nocnefctausam [21-25] Kpome Toro, 4actoTta pa3Butis
CWHLPOMA BHE3aMHOI CMEPTU BO CHE Y MauneHTOB 3TOM rpynmbl,
Mo KpaiHeil Mepe, YaCTUYHO NPUMUCHIBAETCA LIGHTPANIbHOMY anHoe
BO CHe B pe3ysibTaTe LiepBUKO-MeayNnapHOi Komnpeccun [26-28].
MposeneHne MPT ronoBHOr0 MO3ra i KpaHUoLEepPBUKabHOMO peri-
OHa CTano pyTUHHOW NpoLeaypoi ANs ANarHoCcTMKM cteHo3a b30
1 LLIePBUKO-MeLlyNNAPHOI KOMNPECCUM y AeTe NepBOro noayrofa
XKM3HM C N0J03PEHNEM Ha axoHaponnasuto. [29]. OgHako puck
BO3HUKHOBEHUA OCIIOXHEHWI B PE3y/bTaTe aHeCTe310N0rM4ECKOro
noco6us 3acTaBusl MHOTUX UCCneaoBarteseil 06paTutbesa K 6onee
6e3onacHbiM MeToankam. OQHON U3 HUX ABNAETCA NOMNCOMHO-
rpachusi, KoTopasi 06beKTUBHO OLIEHIBAET [ibIXaTeNbHbIe NaTTepPHbI
BO BPEM$ CHA 11 4aCTO NPOBOAMTCA Y fieTei AN OLEHKI HapyLLeHns
ObIXaHUs BO CHE.

['eHe3 LeHTPabHbIX HAPYLLEHUA PUTMA AbIXaHUs 3aKMH04aeTcs
B HapyLLeHU KpOBOOGpaLLEHNS B 06/1aCTI BEHTPATbHON TPYnMbl
HENPOHOB JbIXaTeNbHOro LieHTpa npu KOMNpPeccun npofosnrosa-
TOro Mo3ra. B pesynbtate He NPOMCXOLMUT akTa BLOXa. Bnepsble
CBfi3b MEXJY LieHTPaNbHbIM anHoe, cTeHo30M B30 1 cuHapomom
BHe3arnHoi cmepTu BO cHe coobwyunu D.C. Stokes n coasT. [26]
J.T. Hecht n coast. [10, 28] nokazanu, YT0 KOCTHbIe U3MEHEHUS,
BbISBNSIOLLNECS NPW aXOHAPONA3MI, MOTYT 0Ka3aTb 3HAYNTENbHOE
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BMMSHNE HA CMEPTHOCTL AeTe. B rpynne u3 781 naumenta puck
BHe3anHoil cMepTy B Bo3pacTe 0 1 rofa v B Bo3pacTe 4 et cocTas-
nan 7,5un 2,5% COOTBETCTBEHHO. ABTOPbI NPEANONOXMUIN Haln4mne
CBA3U MexJy cTeH030M B30 1 perynsumeil akTa bIxaHus B pixa-
TEJIbHOM LieHTpe, KOTOPOE MOXET NpUBECTM K cMepTi. OAHaKo
He 6bI10 NPEACTABNEHO HUKAKNX AaHHbIX B NOAAEPXKY 3TON B3an-
mocsssu. B pa6ortax S. Julliand v coast. (2012) [31] n K.K. White
(2015) [30] 66110 NOKA3aHO, YTO HANWYME LEHTPANbHBIX aMHOE CHA
He KoppenupyeT co cTeneHbto cTeHo3a b30. Mo Hawum Habnto-
JEHNAM, TaKxKe He NPOCNEXUBAETCS 3TOM B3aUMOCBA3M. Y yacTu
MaLMeHTOB NPW HaNMN4YMM CTEHO3a BbICOKOIA CTEMEHN C BbIfBMseE-
MOIi 30HOW MMeNonaTm B LLEPBUKO-MeAYNNSPHOIA 061acTi 0TCyT-
CTBOBANIN 3NW30/bI LEHTPANbHbIX HAPYLUEHUA PUTMA [bIXaHUS.
1, HanpoTuB, npu oTcyTcTBUN cTeHo3a 530 BbiIABNANNCL ANUTENb-
Hble LIEHTPasbHbIE anHoe CHa.

Takum 06pa3om, nonucomHorpadus, 6e3ycnoBHo, SBnseTcs
L0CTaTO4HO MH(HOPMATUBHBIM METOLOM ANArHOCTUKM [bIXaTeNbHbIX
HapyLweHuii npu cTeHo3e b30. OAHAaKo OHa He MOXXET ObITb UCMOMb-
30BaHA M30MIMPOBAHHO AN AMATHOCTUKM LEPBUKO-MeLyIfpHON
KOMMpeccui, a TONbKO B KOMMNEKCe C HeMpOoBNU3yanu3aumeil.

3akniouenue
Ha CeI’O)ZlHFILUHI/IVI NEeHb 60MNbLUNHCTBO MccnenosaTenePl npuxoaat

K BbIBOAY 0 HEOOX0AMMOCTI ucnonb3oBaHus MPT Kak pyTUHHOMO
MeToAa AuarHocTuku cteHosa b30 u ruapouedanun y aeTei ¢

-
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7 OPUITMHAJIbHbIE CTATbU

axoHaponnasueit. NMog4epKnBaeTcs, YT0 HeMPOBN3yanu3aLUmns AomK-
Ha ObITb NMPOBeeHa BCeM NOAOOHLIM [ETAM B Te4eHWe NepBoro
nonyroaa Xu3nu. OfHaKo CyLLECTBYET 1 Apyras TO4Ka 3peHuns — npo-
BEAEHME HeiipoBN3yann3auni TONbKO NpU KNNHUYECKMX NPOsIBIIe-
HWUAX KOMMPECCUM LiePBUKO-MeLyIAPHOr0 pernoxa. lMokasaHuamu
K XMPYPrivecKoMy NeveHnto ABASETCS Hanymne KoMOUHauum agyx
CUMNTOMOB U3 YeTbIpex: Hanu4ne cteHo3a b30, BbisiBNEHNE 30HbI
MuenonaTui B LEPBMKO-MEAYNNAPHOM PeriMoHe, Hanmymne LieHT-
panbHbIX arHOe CHa N0 AaHHbIM NONUCOMHOTpadum, rpy6as BeHT-
PUKYNOMeranus ¢ Npu3Hakamm JeKomneHcauun NUKBOPOSUHAMMKNA.
KocTHas fiekomnpeccus KpaHnosepTebpanbHOil 30HbI 63 NAacTUKK
TBEPLAON MO3roBoi 060/104KI 3PPEKTUBHA 1 NO3BONSAET U36EXATh
pasBUTNA CMEPTESIbHO OMACHbLIX COCTOSHUIA.

JINTEPATYPA/REFERENCES

1 Geneviéve B., Legeai-Mallet L., Finidori G., et al. Achondroplasia.
2008;22(1):3—18. Doi: 10.1016/j.berh.2007.12.008.

2. Rodrigues C., Isaza C., Pachajoa H. Achondroplasia among ancient populations
of mesoamerica and South America: Iconographic and Archaeological Evidence.
Colomb. Med. (Cali) 2012;43(3):212—5.

3. Ortega A., Herndndez J., Fuentes Luis A. La acondroplasia, algo mds que una
cuestion de altura. AFAPA. 2008.

4. Bonafe L., et al. Nosology and classification of genetic skeletal disorders: 2015
revision. Am. J. Med. Genet. A. 2015:167A(12): 2869—92. Doi: 10.1002/
ajmg.a.37365.

5. Horton W.A., Hall J.G., Hecht J.T. Achondroplasia.
2007;370(9582):162—72. Doi: 10.1016/50140-6736(07)61090-3.

6. Narayana J., Horton W.A. Molecular Genetics of Achondroplasia. eLS, 2013.
He L., Horton W., Hristova K. Physical Basis behind Achondroplasia, the Most
Common Form of Human Dwarfism. J. Biol. Chem. 2010,285(39):30103—14.
Doi: 10.1074/jbc. M109.094086.

8. Natacci F., Baffico M., Cavallari U., et al. Clinical Report Germline Mosaicism
in Achondroplasia Detected in Sperm DNA of the Father of Three Affected Sibs.
Am. J. Med. Genet. A. 2008; 146A:784—86. Doi: 10.1002/ajmg.a.32228.

9. Lee Y.C., Song I.W., Pai Y.J., et al. Knock-in human FGFR3 achondroplasia
mutation as a mouse model for human skeletal dysplasia. Sci. Rep. 2017;7:43220.
Doi: 10.1038/srep43220.

10.  Hecht J.T., Francomano C.A., Hjrton W.A., Annegers J.F. Mortality
in Achondroplasia Am. J. Hum. Genet. A. 1987;41:454—64.

11.  Yamada Y., Yutaka H., Otsubo Y. Sekido K. Surgical management

Lancet.

of cervicomedullary compression in achondroplasia. Child's Nerv. Syst.
1996,12:737—41. Doi: 10.1007/BF00261590.

12. Yamada H., Nakamura S., Tajima M., Kageyama N. Neurological
manifestations of pediatric achondroplasia. J. Neurosurg. 1981;54:49—57.
Doi: 10.3171/jns. 1981.54.1.0049..

13.  Aryanpur J., Hurko O., Francomano C., et al. Craniocervical decompression
for cervicomedullary compression in pediatric patients with achondroplasia.
J. Neurosurg. 1990;73:375—82. Doi: 10.3171/jns.1990.73.3.0375.

14.  Pauli R.M., Horton V.K., Glinski L.P., Reiser C.A. Prospective assessment
of risks for cervicomedullary-junction compression in infants with achondroplasia.
Am. J. Hum. 1995;56:732—44.

15.  DiMario F.J., Ramsby G.R., Burieson J.A., Greensheilds I.R. Brain morphometry
analysis in achondroplasia. Neurol. 1995;45:519—24. Doi: 10.1212/
wnl.45.3.519.

16.  Bosemani T., Orman G., Hergan B. Achondroplasia in children: correlation
of ventriculomegaly, size of foramen magnum and jugular foramina, and emissary
vein enlargement Received: 13 July 2014 /Accepted: 11 September 2014 /
Published online: 24 September 2014 #Springer-Verlag Berlin Heidelberg 2014.
Doi: 10.1007/500381-014-2559-4.

17.

18.

19.

20.

21

22,

23.

24,

25.

26.

27.

28.

29.

30.

31

32,

Richard M. Pauli Achondroplasia: a comprehensive clinical review. Orphanet.
J. Rare Dis. 2019. Doi: 10.1186/513023-018-0972-6.
Bruhl K., Stoeter P., Wietek B., et al. Cerebral spinal fluid flow, venous drainage
and spinal cord compression in achondroplastic children: impact of magnetic
resonance findings for decompressive surgery at the craniocervical junction.
Eur. J. Pediatr. 2001;160:10—20. Doi: 10.1007/pl00008410.
Lundar T., Bakke S.J., Nornes H. Hydrocephalus in an achondroplastic
child treated by venous decompression at the jugular foramen. Case Report.
J. Neurosurg. 1990;73:138—40. Doi: 10.3171/jns.1990.73.1.0138.
Wright M.J., Irving M.D.. Clinical management of achondroplasia. Arch. Dis.
Child. 2012,97:129—34. Doi: 10.1136/adc.2010.189092.
Waters K.A., Everett F., Sillence D., et al. Breathing abnormalities in sleep
in achondroplasia. Arch. Dis. Child. 1993;69:191—6. Doi: 10.1136/adc.69.2.191.
Zucconi M., Weber G., Castronovo V., et al. Sleep and upper airway obstruction
in children with achondroplasia. J. Pediatr. 1996,129:743—9. Doi: 10.1016/
$0022-3476(96) 70159-2.
Tasker R.C., Dundas 1., Laverty A., et al. Distinct patterns of respiratory difficulty
in young children with achondroplasia: A clinical, sleep, and lung function study.
Arch. Dis. Child. 1998;79:99—108. Doi: 10.1136/adc.79.2.99.
Ednick M., Tinkle B.T., Phromchairak J., et al. Sleeprelated respiratory
abnormalities and arousal pattern in achondroplasia during early infancy.
J. Pediatr. 2009;155:510—6. Doi: 10.1016/] jpeds.2009.04.031.
Zaffanello M., Cantalupo G., Piacentini G., et al. Sleep Disordered Breathing
in Children With Achondroplasia World J. Pediatr. 2017;13(1):8—14.
Doi: 10.1007/5s12519-016-0051-9.
Stokes D.C., Phillips J.A., Leonard C.O., et al. Respiratory complications
of achondroplasia. J. Pediatr. 1983;102:534—41. Doi: 10.1016/50022-
3476(83)80180-2.
Pauli R-M., Scott C.1., Wassmnn R.E., et al. Apnea and sudden unexpected
death with achondroplasia. J. Pediatr. 1984,104:342—8. Doi: 10.1016/50022-
3476(84)81092-6.
Hecht J.T., Bodensteiner J.B., Butler 1.J. Neurologic manifestations
of achondroplasia. Handb. Clin. Neurol. 2014;119:551—63. Doi: 10.1016/B97§-
0-7020-4086-3.00036-9.
Keiper G.L., Koch B., Crone K.R. Achondroplasia and cervicomedullary
compression: Prospective evaluation and surgical treatment. Pediatr. Neurosurg.
1999;31:78—83. Doi: 10.1159/000028838.
White K.K., Parnell S.E., Kifle Y., et al. Is There a Correlation Between
Sleep Disordered Breathing and Foramen Magnum Stenosis in Children with
Achondroplasia? Am. J. Med. Genet A. 2016,170A(1):32—41. Doi: 10.1002/
ajmg.a.37385.
Julliand S., Boulé M., Baujat G., et al. Lung function, diagnosis, and treatment
of sleep-disordered breathing in children with achondroplasia. Am. J. Med. Genet
A. 2012;158A(8):1987—93. doi: 10.1002/ajmg.a.35441. [Epub 2012 Jun 18.].
Ozcetin M., Mehmet Tayip Arslan, Karapinar B. An Achondroplasic Case with
Foramen Magnum Stenosis, Hydrocephaly, Cortical Atrophy, Respiratory Failure
and Sympathetic Dysfunction. Iranian J. Pediatr. 2012;21(1):121—4.
Tlocmynuna 25.09.20
Toay4enst nonoxcumensiote peyensuu 23.01.21
IIpunama 6 newams 10.02.21
Received 25.09.20
Positive reviews received 23.01.21
Accepted 10.02.21

Braao aemopos: J.A. Pewuxos — nanucanue mekcma pyKonucu, o630p

nybauxkayuii no meme pykonucu. B.B. I[laavm, H.B. Pacckazuukosa,

HU.T. Bacunves — c60p 0aHHbIX.

Contribution of the authors: D.A. Reshchikov — writing the text of the

manuscript, reviewing publications on the topic of the manuscript. V.V. Palm,
LV. Rasskazchikova, 1.G. Vasiliev — data collection.

FOSTIOBA U LUES POCCUVICKI )XYPHAS Tom 9, Ne1 - 2021




WUuchopmaums 06 aBTopax:

Jmumpuit Anexcanoposuy Pewyurxos — neiipoxupype, OCII PIIKb ®TAOY BO
PHUMY um. H. U. Iupocoea Munsopasa Poccuu, Mockea, Poccus; e-mail:
reshchikovdm@gmail.com. ORCID 0000-0001-8146-5501

Banenmun Baavmeposuy [larvm — 3a8. Heilpoxupypeuueckum omoenenuem,
netipoxupype, OCII PZIKb ®TAOY BO PHUMY um. H. U. ITupoecosa Munsopasa
Poccuu, Mockea, Poccusi; e-mail: wpalm@mail.ru. ORCID 0000-0001-8436-1070
Heopw Tepmanosuy Bacunves — neiipoxupype, OCII PJIKE @TAOY BO PHUMY
um. H. U. ITupoeosa Munsdpasa Poccuu, Mockea, Poccus; e-mail: igo1731@
yandex.ru. ORCID 0000-0003-4443-0179

Hpuna Bacunvesna Pacckazuuxosea — nesponoe, OCII PAKE ®TAO0Y BO
PHUMY um. H. U. Iupocoea Munsopasa Poccuu, Mockea, Poccus; e-mail:
irinarasskaz@mail.ru. ORCID 0000-0002-6015-9545

HEAD AND NECK RUSSIAN JOURNAL Vol 9, Ne1 - 2021

-

ORIGINAL RESEARCH ARTICLES ¥

Information about the authors:

Dmitry Alexandrovich Reshchikov — MD, Neurosurgeon, RCCH FSAEI HE
RSRMU named after N.1. Pirogov, Moscow, Russia; e-mail: reshchikovdm @gmail.
com. ORCID 0000-0001-8146-5501

Valentin Valterovich Palm — MD, Head of the Neurosurgical Department, RCCH
FSAEI HE RSRMU named after N.I. Pirogov, Moscow, Russia; e-mail: wpalm@
mail.ru. ORCID 0000-0001-8436-1070

Igor Germanovich Vasilyev — MD, Neurosurgeon, RCCH FSAEI HE RSRMU
named after N.1. Pirogov, Moscow, Russia; e-mail: igo1731@yandex.ru. ORCID
0000-0003-4443-0179

Irina Vasilyevna Rasskazchikova — MDD, Neurologist, RCCH FSAEI HE RSRMU
named after N.I. Pirogov, Moscow, Russia; e-mail: irinarasskaz@mail.ru. ORCID
0000-0002-6015-9545




	1_2021 (перетянутый)
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