W3 mpencraBneHHON BBITE TaOIUIIBI MBI BUIUM, 4TO B Tiepuoz ¢ 2015 mo 2022 rox vare
BCETO BCTPEYAIHCH MTPOAOIbHBIE PEAYKIIMOHHBIE TOPOKH, KOTOpPbIE coCTaBMIN 96 %.

W3 Hux Hanbosiee 4acTo BCTPEYAIUCh TaKUE NMOPOKU, KaK YKOpOUEHHUE TPyOuaThIX KOocTel
1 koHeuHocTel (23,8 %), mydeBast KocopykocTh (14,6 %), arumazus dananr maneies (11,9 %) u
rUTnorIa3ust Kocteit u koneunocteit (11,3 %) ot ol1iero Koau4ecTna MOPOKOB.

Berpeuanuch kak M301MPOBaHHbBIE PEAYKIIMOHHBIE TIOPOKU, TaK U HEU30JIMPOBAHHBIE, OJ1-
Hako OOJILIIMHCTBO NMOPOKOB BeTpedasiack B coctare MBIIP, a ne kak onnnounsie nopoku KCC.

Tax ’xe U3, JaHHON TAaONULBI MBI BUAMM, YTO MATOJOTUU KOCTHO-CYCTaBHOW CHUCTEMBI
BEPXHUX KOHEYHOCTEH, A0S KOTOPBIX cocTaBisieT 63,6 %, BCTpeuaroTcs Jaiie, He)KeIu MaTo-
aorun KCC HUKHUX KOHEYHOCTEH.

Buwieoowt

1. IlpoBeaeHHbIE KIIMHUKO-CTaTUCTUYECKHUE UCCIIEOBAHNS MTOKA3bIBAIOT, YTO B MEPHO C
2015 mo 2022 rox oTMmeyanach OTHOCHTEIbHAs CTAaOMJIBHOCTh YHCIIA BPOXKIEHHBIX MOPOKOB
OTIOPHO-/IBUTaTeNIbHOTO arlapara.

2. Ilpeobnanaroiiee KOIMYECTBO aHOMAJIUN y abOpTUPYEMbIX IUIOAOB MPUXOIUIOCH Ha
pPEeAyKLMOHHBIE TOPOKU PAa3BUTHUS BEpXHUX KoHeuHocTel (63,6 %). Cpenu HUX Oojee yacTo
BCTpEUaINCh JyueBas KOCOPYKOCTh (22,9 %), arnazus ¢ananr nanbsues (18,8 %), runornazus
kocteit u koneunoctedt (17,7 %).

3. Ilonepeunsle peyKIHOHHBIE TOPOKU BEPXHUX U HHKHUX KOHEYHOCTEW B JIAHHBIN I1e-
puoz coctaBui 4 % OT Bcex MpeICTaBICHHBIX CIy4Yaes.

4. Tlopoku pa3BUTHS U AePOpMallMd OMOPHO-IBUTATEILHOIO ammnapara IUIo0B B 00Jb-
UIMHCTBE CIy4YaeB MPECTaBICHbl COUETAaHUEM PA3INYHBIX AHOMAJINN HECKOJIBKUX CHCTEM.
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2. lTomenwv, Pecnyonuxa benapyce

HENMMYHHAS BOJASAHKA IIVIOJA

Beeoenue

Heummynnas Boasinka minona (HBIT) — ato Tskenas BHyTpryTpoOHas MaToinorus, KoTopas
XapakTepHu3yeTcsl U30BITOYHBIM CKOTUIEHHEM JKUKOCTH B TKAHSIX M CEPO3HBIX TMOJIOCTSIX IO/
IpU OTCYTCTBUH aJUIOMMMYHM3AIMH SPUTPOLUTOB. YacToTa BCTPEUaEMOCTH ITOM MATOJIOTUU
coctasiuser 0,05-5 % cayuaes [1].

10 % cmydaeB BOASHKM CBSI3aHbI C aJUIOMMMYHHU3aLMeEH, a octanbHbie 90 % aBisroTCs pe-
3yAbTaTOM HEMMMYHHBIX 3THOJIOTUM, TAKUX KaK CEeplIeYHO-COCYAUCThIE 3a00eBaHusl (TeTpaaa
®daino, napoKCcU3MasbHas HaJKEyJ0YKOBask TaXUKAPAUsI, CHHIPOM TUIOIIA3UHU JIEBBIX OT/E-
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JIOB cep/na), XxpomocoMHbie (cuaapoMm [layna, cuaapom TepHepa u cuHIpoM DBapica), reMa-
TOJIOTHYECKHUE (HApyIIEHUs BBIPAOOTKU SPUTPOIMTOB, HAPYIIEHHUS] MEMOPAHBI SPUTPOLIUTOB),
nHpexkuronnsle (TORCH-undexnumn). B ciayyasx, xorga npuyuHy BBISIBUTH HE YIAeTCsl, TO
HBII cuuraror nanomnarnaeckoi [2].

HBII nuarHoCTUPYIOT MPH YIBTPa3ByKOBOM HCCIIEOBAaHUU €O 2-T0 1o 3-i TpumMecTp Oe-
pemeHHOCTH. OCHOBHBIM TUArHOCTUYECKUM KPUTEPUEM SBIISETCS aHOMAIbHOE CKOIUIEHHUE UH-
TEPCTUIMATIBLHON KUIKOCTH B IBYX U Oosiee MONIOCTAX IioAa (OprolrHasi Hoja0CTh, IIeBpa U
niepukapa). B GonbIMHCTBE CitydaeB Ucxo HeOmaronpusaTHeIM. OCHOBHBIMHU OCIIOKHEHHUSIMU
SIBJISTIOTCSI CAaMOIIPOU3BOJIbHBIN BBIKU/BII, BHYTPUYTPOOHAs TMOEb IUI0Ja, MPEeXIeBpeMEH-
HbIE POJIbI, M IEPUHATANIbHAS CMEPTHOCTb, KOTOpas cocTaBisgeT 55-98 %.

Ienn

Ouenuts Mopdonoruueckue ocooeHnoctu HBII, yacToTy BcTpeuaeMocTu Kak B U30JIMPO-
BaHHOM BHJI€, TaK U B COUETAHUHU C IPYTUMHU BPOXKACHHBIMU TTOpokamu pa3Butus (BIIP).

Mamepuan u memoowl uccnedosanus

Marepuanom mis HM3ydeHMs] TOCIYKWIM HpOTOKoibl 1150 martonoroanaroMuueckux
BCKPBITUH IUIOAOB €O CpOKOM Trectanuu oT 10 no 22 Henenb, npoBeaeHHbIX B 2015-2022 rr. B
I'Y3 «I'omenbckoe 061acTHOE KIMHUYECKOE aTOJI0r0aHaTOMUUECKOe OI0pO», Y KOTOPBIX ObLIH
BbIsiBIIEHBI BITP.

B pabote mcrnonb30Baiuch aHTPONMOMETPHUUECKHUE, OPTaHOMETPUUYECKHE U TUCTOJIOTHYe-
CKH€ METOJbl. AHTPOIIOMETPUYECKHE M OPraHOMETPUYECKUE METOJbI UCCIIEIOBaHUS MPOBO-
JWINACH C LENbI0 YCTAHOBJIEHUS I'€CTAllMOHHOTO BO3pacTa IUIOJA W BBIABIEHUS BPOXKIECHHBIX
MOPOKOB M aHOMaJHK pa3BuTHs. [laronoroanaroMuyeckre BCKPHITHS MTPOBOIMINCH MO 00IIIe-
MPUHATHIM METOJMKAM M 3aKJIIOYAJHCh B BBIACICHUM KOMIUIEKCAa BHYTPEHHHUX OPraHoB (IO
[Hopy u AGpUKOCOBY), BCKPBITHH TOJIOCTH Y€peria ¢ COOTBETCTBHE C OCOOCHHOCTSAMH BCKPHI-
THS TUIOJIOB 2 TpUMECTpa OEPEMEHHOCTH, C TOCIEYIOIUM H3TOTOBJICHUEM I'MCTOIOTMUECKUX
npenaparoB. [ MCTONOrMuecKoe UCClIeJOBaHNE BHYTPEHHUX OPraHOB U TKaHEH IJIOZ0B MPOBO-
JUJIOCHh Ha MapaUHOBBIX Mpernaparax 1o OOLIENpPUHATON METOAMKE C OKpalllMBaHUEM IeMa-
TOKCUJIMHOM U 303HHOM.

Pe3ynomamul uccnedosanusn u ux oocyncoenue

3a naHHbINA nepuo 66110 BhIsBIeHO 58 cimyyaeB HBII (Tabmuma 1).

Tabmuua 1 — Yactora Bcrpeuaemoct HBII cpean abopTupoBaHHBIX TI010B

. Yucio cirygaeB CHHAPOMaA
Ton KonmuecTBo BCKpbITHIT a00OPTHPOBAHHBIX IIOJIOB, a0C. %
2015 140 6 4,29
2016 175 9 5,14
2017 155 7 4,52
2018 143 6 4,20
2019 155 10 6,45
2020 130 10 7,69
2021 127 4 3,15
2022 125 6 4,80

[Tpu ayTOmnCHsIX BBISIBIISUIOCH HAKOIUICHUE OTEUHOU MHJIKOCTH B MOJIOCTSAX TEJa IJIOI0B U
BBIPQKCHHBINH OTEK MATKUX TKAHEH M KOXKHBIX IIOKPOBOB C JIECKBaMallMe smuaepMuca (pucy-
HOK la, 10).
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a
Pﬂcyl—[OK 1- Hel/lMMyHHaﬂ BOJSTHKA IU10JA: & — 0TEK MATKUX TKaHeH ¢ JecKkBaMaluei IMUACPMUCA;
0 — CKOIIEHHE OTEYHOM KUIKOCTH B MOJIOCTAX Tejia

HBII O6buta ycrmoBHO pasaeneHa Ha W30JUPOBAHHYIO, BXOIIYIO B COCTAaB CHHAPOMA U
COUYETaHHYIO (BXOAIIYIO B KOMIUIEKC MHOKECTBEHHBIX MOPOokoB pa3putus (MBIIP), korna B
MaTOJIOTUYECKUI TIpoliecc ObUTH BOBJICYCHBI IBE U 00OJIEe CUCTEMBI Opranu3ma (Tabdiuma 2).

Tabmuma 2 — Tunsr HBIT

Ton N3onupoBanHas Bxopsias B coctaB cuHapoma CoueranHas

2015 2 1

2016 1 2 6
2017 - 5 2
2018 - 2 4
2019 — 2 8
2020 1 - 9
2021 — - 4
2022 - - 6

B cootBercTBuM ¢ Tabnuieii, game Bcrpevanack HBIT B coueranuu ¢ qpyrumu BIIP, uto
coctaBmiio 72,4 % (42 abopTUpOBaHHBIX IJI0JIa) OT BCETO KOJIMYECTBA CIyUYaeB.

VY 14 aGoptupoBanHbIX MI1010B (24,1 %) Oblia BeIABICHA BTOPUYHAS TUIOTIA3US JIETKHUX,
BbI3BaHHAs JBYCTOPOHHUM TuapoTopakcoM, y 12 (20,7 %) — nedext MexokenyJoOuKoBOM nepe-
ropoaku (JAMXKID) uy 9 (15,5 %) — arnasust aprepun MyOBHHBI.

Bb1o BeisiBiieHo 12 citydaeB xpomocomuoi naronioruu ¢ HBI, kotopsie Brimouanmu 5 (8,6 %) city-
gae cunipoma [llepemerckoro — Tepuepa, 4 (6,9 %) — cunapoma JlayHa, 2 (3,4 %) — cunapoma
OnBapica, a Takxke Obu1 BoisiBiieH 1 (1,7 %) cinyuail cuHapoMa TpucomMuu 9.

Buwisoowt

1. Pe3ynbraTel aHanu3a nokasanu, uro yacrora HBII coctasnsina ot 3,15 no 7,69 % cpenu
BCEX ayTOIICUM ILIONOB.

2. B uccnenyemom marepuaiie B 72,4 % ciyuaeB npeodianana HBII B couerannu ¢ npy-
rumu BITP.

3. HaubGomnee pacipocTpaHEHHBIMH CPEIN XPOMOCOMHBIX O0JI€3HEH, COMPOBOXKIAIOIIIUMH-
sl pa3BUTHEM HEMMMYHHOU BOASIHKY IU10/a, ABIsUMCh cunapoMm llepemesckoro — Tepuepa u
cunzipom JlayHa.
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®ETO-®ETAJBHBIA TPAHC®Y3UOHHbBIV CUHIPOM BJIN3HEIIOB

Beeoenue

®dero-heranpublii TpaHcy3uoHHblid cHHAPOM (DDTC) sBnsercss omHuM U3 Hambosee Tsi-
MKEJIBIX OCJIOKHEHHI MOHOXOPHAJIbHOM MHOTOIUIONHON OepeMeHHOCTH U BeTpeyaercst B 10-15 %
ciyuaes [1]. PactipoctpanerHocts @DTC cocrasnser nmpumepHo 1-3 ciyuas Ha 10 000 Ge-
pemeHHocTel. BriepBble maHHBIN CUHAPOM ObLT OMMCaH HEMEIKUM aKyIIepOM-THHEKOJIOTOM
Opuapuxom [llamom B 1882 1.

[TpuunHOM pa3BUTHUS JAaHHOTO CUHAPOMA sIBJIsieTCs AucOaIaHc B CHAOKEHUU KUCIOPOOM
Y MUTATEeNIbHBIMH BEIIECTBAMH COCYAMCTHIX aHACTOMO30B IUJIAIIEHTHI MeX 1y Onu3Henamu. Ta-
KUM 00pa3oM, OIMH U3 TUIOA0B OepeT Ha ceOs poiib JOHOPA U MCTBITHIBAET HEJIOCTATOK MUTa-
TEJbHBIX BEIIECTB U KUCIOPO/a, a APYTOH IO — PEIUIHEHTa, KOTOPbII MOJBEPKEH JEHCTBUIO
M30BITOYHO MOCTYyMAIIEro oobeMa KpoBu [1].

ODTC xapakrepu3yeTcs 3aA€p>KKOM pocTa, TMIIOBOJIEMUEH, OJTUTYPHUEH M MAJIOBOJIUEM Y
IJI0Aa-JOHOPA M yBEJIIMYEHHEM Beca, TUIIEPBOJIEMHEH, TONNypUel, MHOTOBOJIUEM, KapIuOMe-
rajiviei U BOJISHKOM y Tuiona-peuunuenta. KonruectBo reMoriobnHa y mioja-10Hopa CHIDKa-
ercs 10 37180 1/11, ¥ yacTo Ha paHHUX CPOKAX TeCTAIMH HACTYIIAET JIeTallbHbIN ucxon. Eciam
OH OCTAETCs JKUB, TO B TEUECHUE MEPBbIX HEAETb 3-32 KPOBOMIOTEPH Y HETO Pa3BUBAETCS TsKE-
nast skene3onedunnuTHas aneMus [2]. Y miona-perunuenTa 4acTo BCTPEUAIOIUMHUCS OCIIOKHE-
HUSIMU SIBIIIIOTCS TUIIEPTPOUS MUOKap/ia, perypruTaliys aTpuoBEHTPUKYISIPHOTO KIlariaHa U
CTEHO3 JIETOYHOTO KJIallaHa UM aTpe3us JEeTKUX.

JlaHHBII CUHIPOM BBISIBIISIETCS MPH YIBTPA3BYKOBOM HcciieqoBaHuu 11oaa ¢ 20-30-ii He-
nenu 6epeMmenHoctd [2]. Ilpu orcyTcTBUM CBOEBpeMEHHON AMArHOCTUKU U JiedeHust DDTC
MIPUBOJIUT K MATOJOTUSAM CEPIAECYHO-COCYAMCTOM M HEpBHOU cucteM U B 90-95 % ciydaeB K
MepUHATAIBLHON CMEPTHOCTH [3].

Heno

OueHnth MOPGHOIOTHIECKHE 0COOCHHOCTH (PeTO-(heTaTbHOTO TPaHC(Yy3UOHHOTO CHHAPO-
Ma y OJIM3HEIIOB.

Mamepuan u memoowl uccnedosanus

MarepuanoM g U3y4Y€HHUs] TOCIYXKWIM MPOoTOoKodbl 1150 maronmoroaHaTOMHYECKHX
BCKPBITUH IIOAOB €O CpokoM rectanuu oT 10 no 22 Henenb, npoBeaeHHbIX B 20152022 rT. B
I'V3 «I'omenbckoe 06acTHOE KITMHUYECKOE TaTOJIOT0aHATOMUUYECKOe OI0PO.

B pabore ucnonb3oBanuch aHTPONOMETPUUYECKHE, OPraHOMETPUUYECKHE U THCTOJIOTHYe-
CKH€ METOJbl. AHTPOTIOMETPUYECKHE M OPraHOMETPUYECKHE METOJbI UCCIIEOBaHUs MPOBO-
JWIIACH C LENbI0 YCTAHOBIIEHHUSI T€CTAIIMOHHOTO BO3pacTa IJIOJa M BBIABIECHUS BPOXKICHHBIX
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