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INoka3aHa CIOXKHOCTH IMATHOCTUKY U IIPOrHO32 KU3-
HH ¥ Pa3BUTHUSI HOBOPOXKIECHHOr0 pebeHKa ¢ MOHOCO-
Mueii o 21 mape xpomocoM. BeInmoiHeH peTpocmek-
TUBHBII aHAJIN3 aHAMHECTUYECKUX JaHHBIX, TCUCHHS
3aboeBaHus, 1a00PATOPHBIX, HHCTPYMEHTAILHBIX
PE3yabTaTOB U MPOBOJUMOTO JICUSHUS ¢ POKACHHS U
JI0 BBIIIMCKH U3 OTIENEHNS HOBOPOXKACHHBIX C UH-
¢exunonHol natonorueil. C MOMEHTa POXKICHHS OT-
Meqanuch QeHOTHITMYECKHE POSIBICHHS CTUTM
IM35MOpHOreHe3a U BEIpaKEHHbIE U3MEHEHHS B aHa-
33X KPOBU — JIEHKEMOUIHAS peakLys, TpOMOOIH-
ToneHus, aneMus. Ha mpuMepe KOHKpeTHOro pedeHka
MOKa3aHa Ba)KHOCTb 00CIIEI0BaHHS XPOMOCOMHOTO
cTaTyca BCeX HOBOPOXKAEHHBIX C ATHIMYHBIM TEUECHH-
€M BOCTIAJIUTENILHOIO MPOLecca U NMEPHOJa alaNTaliun
JUIsL CBOEBPEMEHHOTO BBIBIICHHSI XPOMOCOMHOH Ia-
TOJIOTHH.
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The article presents the difficulty of diagnostics and
prediction of life and development of the newborn
child with monosomy in 21 - st chromosomes’ pair.
The retrospective analysis of anamnesis, course of
disease the laboratory and instrumental data was
shown. The treatment of the newborn since the birth
and up to the discharge from infectious pathology
department was also discussed. The number of specif-
ic features: phenotypic disembryogenesis stigma and
obvious alterations in blood tests — leukemoid reac-
tion, thrombocytopenia and anemia were revealed
from the moment of childbirth. The importance of
chromosomal status examination in all newborns with
atypical course of inflammatory process and the adap-
tive period for timely revealing of chromosomal pa-
thology was shown on the newborn presented exam-
ple.
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MonHocomuss mo 21 mape XpoMOCOM OTHOCUTCA K Haubosee peakum
XpPOMOCOMHBIM 3a00JeBanusAM. K HacToseMy BpeMEHU B MUPE OMMHUCAHO OKOJIO
30 caydaeB yacTuyHOM MOHOcoMMM 1o 21 mape xpomocom [1, 3, 4]. IlepBoe
OMHUCAaHMUE ATOTO 3a00JIEBaHUs B BHUJI€ KOJBIEBOM XPOMOCOMBI OMYyOJHUKOBAIH
J. Lejene u coaBt. (1964). Onu HaGmonanmm peOeHKa ¢ MPU3HAKAMH, KOTOPBIC
OHM OIIEHUBAIM KaK MPOTHUBOIIOJIOKHBIE KIMHUYECKUM IPOSBICHUSAM OOJIE3HU
Hayna [4].

DeHOTUIINYECKHE TPOSBICHUS CHUHAPOMA JIOBOJIbHO MOJIUMOPHHBI —
MaTOJIOTUSI Yepera, BO3MOXHBI aHOMAIMK TJa3 (MUKpOPTAIbMUS, KOJI0OOMa
pamy’KKd, KarapakTta, IOMYTHEHHE pOTOBHIIBI). BcTpewarorcs aHoMamnu
HapY>XHBIX TIOJIOBBIX OPraHoB (THMIOCTAIus, KPUNTOPXU3M, THIOIUIA3Us
MOIIIOHKH) ¥ TaXOBble TPbDKU. YacTbIM CHMIITOMOM SIBJISIETCS MBIIIICYHAS
TUIEPTOHUS, HEPEeOKO BBIABISETCS TpoMmOomurtoneHus. W3  ckeaeTHBIX
aHOMaJIUi OOHapyXUBaroTCs: 100aBouHOe 12 pedpo, CKOIMO3, KIMHOIAKTUIINS
5-X TMajbleB, CUHIAKTHIIWA, KOCOJANMOCTh. Y TPeTH OOJBHBIX OTMEYAIOTCS
pa3nuYHbIE TIOPOKU CEepJla, peke OBIBAIOT AEPEKThI KETyT0YHO-KUIIEUYHOTO
TpakTa, MoYex.

VY Bcex OONBHBIX MArHOCTHUPYIOTCS yYMCTBEHHAasi OTCTAJIOCTh pPa3HOMN
CTETIeHH, KaK MPaBHJIO, UMOCIMIIBHOCTh WJIM HUIUOTHSI, a TaK)KE OTCTaBaHHE B
MOTOPHOM U (¢u3n4eckoM pa3Butuu [3, 4]. B Xome HIHUTOreHETHYECKOTO
oOcneIOBaHMs  BBIABIAIOT JEJNCIHUI0 JIUHHOTO 1eda 21  XpOMOCOMBI,
KOJIBLIEBYIO XPOMOCOMY WJIM MO3aW4HbI€ BAPUAHTHI 3THUX aHOManuil. OnucaHsl
€AVMHUYHBIE CIy4Yau IIOJHOW MOHOCOMHMHM IO 21 XpOMOCOME W pa3jInyHbIC
¢dbopMbI MO3auII3Ma, IPA KOTOPHIX OJIHA U3 KIECTOYHBIX TUHUN MOXKET UMETh 45
xpoMocoM (45, -21). Kak u npu Apyrux XpOMOCOMHBIX aHOMAaIHSIX, TPOTHO3
JUISL JKA3HU 3aBHCUT OT BBIPQXKEHHOCTH BPOXKIAEHHBIX aHoMmanuil [2]. Ilpu
rpyOBIX MOpPOKaxX pa3BUTUS AETH YMHUPAIOT B MEPBbIC€ JHU U HENENIU >KU3HH.

Bwmecte ¢ TeM onmcanbl 00bHBIE B Bo3pacTte crapiie 50 ierT.



esab uccie10BaHMs: MOKA3aTh CI0KHOCTh IUArHOCTUKU U TIOCIEACTBUS
BIIMSIHUS BBISIBICHHON XpPOMOCOMHOM MATOJOTUM HA MPOTHO3 KU3HU PeOCHKA C
MOHOCOMHMEN 10 21 mape XxpoMocom.

Marepuaa ¥ MeTOAbI

[IpoBeneH peTPOCIEKTUBHBIN aHAJIN3 AHAMHECTUYECKUX HCCIIEIOBAaHUM,
TeueHuss 3a0oJeBaHMs, JA0OPATOPHBIX, WHCTPYMEHTAIBHBIX JaHHBIX U
IPOBOJIUMOTO JICUCHUSI C POXKICHUSI W JI0 BBIIIUCKU pPEeOCHKA W3 OTACICHUS
HOBOPOKJICHHBIX JIETeH ¢ MH(MEKIIMOHHOMN MaTOJIOTHEH.

Pe3yabTaThl 1 00CYyKICHUA

Pebenok JI., ponunack B KpaeBom mepunaranbHoM 1ieHTpe KpacHomapa.
Ha 5-e cyTku >ku3HU 1151 IPOBEACHUST 00CIIeI0BaHUS U JICUCHUS TepeBe/icHa B
OT/ICJICHWE  HOBOPOXKJICHHBIX  JIETe ¢  HMH(PEKIHMOHHOW  TAaTOJOTHEeH
[TepunaranbHoro nentpa ['bY3 «KpaeBas knmunuueckas 0onpHUIA No 2.

AHaMHe3 00J1e3HU

PeGenox ot nmepBoii OepeMEHHOCTH, TpOTeKaBlie Ha  (oHE:
JIEBOCTOPOHHET0  THOMHOro otuta B 20 Hemenb, NOTPEOOBABIIETO
XUPYPTUYECKOTO JICYSHHSI, XPOHUUECKOU (heTorIaleHTapHOM HeT0CTaTOYHOCTH,
3aJIepKKU BHYTPUYTPOOHOTO pa3BUTHs IJIoja 2-M cTeneHu. Y maTepu ObUIH
OoOHapy>KeHbI KHCTa MPaBOM MOYKH, MUOIHUS CPEIHEU CTETIEHH TSHKECTH 000X
rima3. [To nmanaeiM Y3U miona Ha 30-31 Hexene OBLI BBISBICH BPOXKICHHBIN
MOPOK  pa3BuUTUA  UeHTpainpHOM  HepBHOM  cuctembl (BIIP  IIHC):
apaxHoWjalibHasg KHCTa. PeOCHOK pomuics MyTeM KOHCEPBATHBHBIX POJIOB B
cpoke 39 nenenw, maccoil Tena — 2380 r, poctom — 45 cM. OueHKa Mo LIKaie
Anrap — 7-8 OGammoB. C poXAeHHS COCTOSTHUE pPeOCHKa OIEHWBAIOCh Kak
TSKEJIO€ 33 CUET JbIXaTEJIbHBIX PACCTPOUCTB, MOTPEOOBABIINX PECIUPATOPHOM
nogaepxkku uwHBazuBHo VIBJI B Teuenme 20 4y, HEBPOJIOTHYECKOU
CUMIITOMAaTUKX B BuJe BblpaxkeHHoro yruerenuss IIHC wna (one

BHYTPUYTPOOHON rUNOTPO(HUN BTOPOMl CTETICHHU.



/{aHHbIe 00bEKTHBHOI0 0OCMOTpAa

IIpu ocmoTpe peOeHka oOpamano Ha ceOs BHUMAHUE HAJIUYUE
MHO>XECTBEHHBIX CTUTM JuU33MOpuoreHe3a: MukpoiedalibHbIi uepen ¢
BBICTYNAIOIIUM 3aThIJIKOM, BBICOKMM BBIMYKJIBIM JIOOM M BBICOKOW JHMHUEH
pocTa BOJIOC, AHTUMOHTOJIOMJHBIN pa3pe3 ria3 (HapyKHbIM Kpail HUXe
BHYTPEHHET0), CKJAJKU KOXXU Ha HIKHHUX BEKax HAIpaBsSIOT PECHUIIBI B
CTOPOHY TJIa3HOTO $50JI0KA, PECHUIIbI BEPXHHX BEK JUIMHHBIC, CIMHKAa HOCa
IIMPOKasi, BBICTYIAET BIEpE]l, KOHUMK HOCA PACIIUPEH, C MAJEHbKUM IrpeOHEM
MOCEPEANHE, HO3JIPU TAKXKE IUPOKUE U PACIIOTIOKEHBI TOPU3OHTAIIBHO, HIDKHSS
YEIOCTh HEJOpPa3BUTA, VIINHBIC PAKOBUHBI OOJBINHE, PACIONIOKEHBI HHU3KO,
MPOTUBO3aBUTOK  BBICTYMAET, 3aBUTOK OTCYTCTBYET, CIIYXOBOH MPOXOJ
paciiuper. AHOMaIui Hapy KHBIX MTOJOBBIX OPTaHOB HE BhIABICHO. OTMEYaINCh
oO11asi MbIllI€YHasl TUTIEPTOHUS, CHUKEHUE 0€3yCIIOBHBIX PE(IIEKCOB.

JlaGopaTopHble nccae10BAHUSA

C mepBbIX CYTOK Xu3HH B o6Omiem aHanmm3e kpoBu (OAK) ormeuanacek
BeIpOKEHHAss TpoMmOouuToneHus: — 1o 28 T/, nefikeMoumHas peakiysi B BHIC
BBIpAKEHHOI0 Jerikoruro3a — n0 27,1 I'/n. Pebenok Obul oOciemoBaH Ha
TORCH-undexuu (uroMmeraaoBupyc, Bupyc npocroro reprueca | u |l tumos,
TOKCOIIa3M03) METOJI0M HMMyHOo(depMmeHnTHoro anamusa (M®DA) B mapHbIX
CBIBOPOTKAX C MAaTE€PbIO — 0OHAPYKEHBI MTOJIOKUTEIbHBIE BhICOKOaBUIHBIE |G K
nuToMeranoBupycy. [Ipu 3ToM TUTp MAaTEPUHCKUX aHTUTEN OBLIT BBHINIEC, YEM Y
pebenka, IgM He obGHapyxeHnbl. [Ipu oOciiemoBaHMHM KPOBH, CIIOHBI, MOYHM U
JUKBOpa  METOJIOM  mojmMepasHoi  memuHoi  peaknmu  (ITHP) JIHK
HUTOMErajoBupyca He oOHapyxeHa. [Ipu nuToreHeTH4eckoM OOCIeOBAaHUU Y
pebenka ObLT BBIsIBIICH Kapuothi 45, XX, -21 (18) / 46, XX, r21 (p21.2 q22.3)
(6), y poauTeseil reHETUYECKOM MaTOJIOTUH HE BBISBIICHO.

NucTpyMeHTAIbHBIE HCCJIEI0BAHNUS

[lo nanHbIM peHTreHorpaduu OpPraHOB TPYAHOM KIETKM B MPSAMOU

MPOEKLUH BBISIBIICHBI MPU3HAKU JIBYCTOPOHHEH O4YaroBoill MHEBMOHHMHM Ha (hoHE



MIPOBOJUMON aHTUOAKTEpUATbHON Tepanuu. SIBI€HUsS THEBMOHUHU KYIIMPOBAHBI.
[lo manHbIM ynbTpasBykoBoro wuccieaoBaHusi (Y3U): nmouku 6e3 marosioruu,
BBISIBICHBl PEAKTHUBHBIC W3MEHEHHS B TMApPEHXUME IEUEHH, MO JaHHbM Y3U
ceplilla — IPU3HAKU HE CHU3UBILIErOCS JETOYHOI'O CONMPOTHBIEHUS, OTKPHITOIO
OBJIBHOIO OKHA M OTKPBITOrO apTepHalbHOro mnpotoka. I[lo maHHBIM
HelpocoHOrpauYeCcKOro ucciieJoBaHusl OOHAPYKEHbI BEHTPUKYJIOAUISATALIUS C
MaKCHUMAaJIbHBIMHU pa3MepaMu OOKOBBIX JKEJIyJ0YKOB — crpaBa 6—6—8 MM, cieBa
/—8—-8 MM, TpU3HAKU TOBBIINICHUS AXOT€HHOCTH MEPUBEHTPUKYISPHBIX 30H,
KPOBOTOK I10 COCYJZlaM MO3ra B IIpeiesiaX BO3PACTHON HOPMBI.

KoncyabTanum cMe:KHbIX CIeUAJIUCTOB

3a BpeMs TmpeObIBaHUS B OTIEJICHUU HOBOPOXKIEHHBIX JE€TeH C
uHpeknuonHo mnaronorued IlepunaranbHoro mnentpa I['BY3  «Kpaesas
KkuHu4eckas OonpHHUIIA Ne 2)» peOeHOK ObUT HEOJHOKPATHO KOHCYIBTHPOBAH
reMaTojioroM. BpicTaBieH nMarHo3: BTOpUYHash TPOMOOIMTONEHUS, AHEMHs
HOBOPOJXKJICHHOTO CMEIIIAaHHOTO TeHe3a, JIETKOW CcTerneHu. PeKoMeHI0BaHO
JIeYeHHEe: TOPMOHANIbHAS Tepanus (1exkcamera3on — 0,5 MT TpH pa3a B JeHb — S-
JTHEBHBIM Kypc), UMMYHOMOJYJIUpPYIOIIas Tepanusi (MPOBEICHO TUTPOBAHHE
OKTaraMa ¥ WHTpATEKTa), YYHUTHIBas MPHUCOCIUHEHHUE TeMOPPArudecKoro
cuHapoMa Ha (¢GoHE CTOMKOHW TPOMOOIMTOIICHHWH, MPOBOAMWIACH TpaHC]y3us
TPOMOOKOHIIEHTpaTa. Tepanus mpuBOAWIA K KPATKOBPEMEHHOMY TOBBIIIECHUIO
YpOBHS TPOMOOIMTOB — MakcuMainbHO g0 175 T/n (mocie TtpaHchy3un
TpOoMOOKOHIIeHTpaTa). K MOMEHTY BBIMUCKH YPOBEHb TPOMOOIIMTOB OBLT paBEeH
73 T/n. YauteiBas GpeHOTUNIUECKHE OCOOCHHOCTH peOCHKA U HAJTMIHUE CTOMKOM
pPEeLUANBUPYIOIIEH TPOMOOLMTONEHUH, [UIsl HCKIIOYEHHS XPOMOCOMHOM
MaToJIOrTMK OblIa MPOBE/IEHA KOHCYNbTalusa reHetuka. [lo ero pexomengauuu
Ha3HAYEHO KapUOTUIUPOBAHUE, B PE3yJIbTaTe HCCIEAOBaHUsI ObLIa BbISABICHA
MOHOCOMHUS 110 21-i mape xpomocoM. Ha 0CHOBaHMM KOHCYJIbTAallMM HEBPOJIOTA
BbICTaBJIIeH pAuarHo3: llepeOpanbHast wumiemMuss 2-W  CTENEHU, pPaHHUM

BOCCTAHOBUTEINbHBIN niepuo] B opme cunapoma yruerenut [{HC u cunapoma



IBUTaTENIbHbIX HapyumeHud. [Ipu ocMoTpe OKyJIUCTOM OBLIO  BBISIBICHO
KPOBOM3JIMSIHUE B ILIEHTPaJbHbIE OTIEIbl CETYATKU OOOMX IJ1a3, Ha3HAUCHA
Teparus.

3akinro4yenune

IIprBeneHHBIN KIMHUYECKUN CITy4Yal SBJISETCS PEAKUM, YTO YKa3bIBacT Ha
HEOOXOIUMOCTh M Ba)XXHOCTb CBOEBPEMEHHON JUAarHOCTUKH XPOMOCOMHOM
NaTOJIOTUM Yy HOBOPOXKIEHHBIX JeTel nns BblOOpa TaKTHKU JICUEHUS.
JlanbHeWmii TporHo3 /s )KMU3HU peOeHKa 3aBUCHUT OT YPOBHS TPOMOOIIMTOB U
perpecca BTOPUYHOM  TPOMOOIMTONEHHHM, a TaKXkKe OT BEpPOSTHOCTH
NPUCOEUHEHUS UHTEPKYPPEHTHBIX 3aboneBanuid. KadecTBo ku3HM pedOeHKa
0OyCIJIOBJIEHO CTEMEHbI0 YMCTBEHHOW OTCTAJOCTH W YpPOBHEM MOTOPHOTO HU

($u3MUECKOro pa3BUTHS.
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